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Cnmcok cokpameHuit

['®A — runepdenmiananuHeMust
3BYP — 3aneprxka BHyTpUYTPOOHOTO Pa3BUTH
MI'K — Menuko-reHeTnyecKas KOHCYJIbTalus
MPT — MarHuTHO-pe30HaHCHAs TOMOTrpadus
VY3U — ynbTpa3ByKOBOE UCCIEIOBAHUE
DAl — depmeHT PeHnTaTaHMHTHIPOKCHIIa3a
OKVY — ¢enmnkeronypus
DA — penunananuH
99" — snekrposHuedanorpadus
AdGTPCH (autosomal dominant guanosine triphosphate cyclohydrolase) — ayrocommo-
JOMUHAHTHBINA Ae(PHUINT ryaHO3HHTPU(POCHAT-IUKIOTHAPOIa3HI |
ArGTPCH (autosomal recessive guanosine triphosphate cyclohydrolase) — ayrocommo-
perieccuBHbIN AeUIUT TyaHO3UHTpUDOChAT-IIUKIOTHAPOIa3kI |
BH4 (tetrahydrobiopterin) — xodakTop TeTparuapoOuonTepuH

DHPR (dihydropteridine reductase) — depMeHT AUTHAPONTEPUANHPEIYKTA3A
GTPCH (guanosine triphosphate cyclohydrolase) — dbepmeHT
ryaHO3uHTpHU(ochaTHUKIOTHApOIa3a
OMIM (online mendelian inheritance of man) — snekTponHast 6a3a naHHBIX «MeEHIEIEBCKOE
HACJIEIOBAHHE Y YEIOBEKa»

PAH (phenylalanine hydroxylase) — ren, koaupyromuii GepMeHT (eHUITATAHUHTHIPOKCHIIA3Y
PCBD  (pterin-4-alpha-carbinolamine  dehydratase) @—  depment  nrepun-4-anbda-
KapOMHOJIaMHHJIETHIpaTas3a

PTPS (6-pyruvoyl tetrahydropterin synthase) — depMeHT 6-THPYBOMI-TETPArHIPONITEPUH
CUHTa3a
SR (sepiapterin reductase) — dbepMeHT cenmuanTepuHpPEIyKTa3a
MKMOJIB/JI — MUKPOMOITb Ha JIUTP
MT/ [T — MIJLTUTpaMM Ha Jieruutp (1 mr/n paBen 60 MKMOJIB/1)

* — mpemapar BXOJUT B IEPEYEHb JKM3HEHHO HEOOXOIMMBIX M BAKHEMIINX JIEKAPCTBEHHBIX
npenaparoB (Pacnopsokenue I[lpaButensctBa PO ot 12.10.2019 Ne 2406-p (Pacmopsbkenue

IIpaBurensctBa PD o1 12.10.2019 Ne 2406-p (B pea. ot 09.06.2023) .



TepMI/IHI)I H onpeacjacHus

l'unepdennnananuneMuss — Tpylnmna ayTOCOMHO-PEIECCUBHBIX  3a00JICBaHMIA,
0OyCJIOBJICHHBIX HapylICHHEM OOMeHa HE3aMEHHUMON aMUHOKHCIOTHI  (eHHIIAIAHUHA,
MOCTYIAIOIIEH B OPraHu3M YeJIOBeKa ¢ OETKOBOU MUILEH.

«MatepuHcKasi GeHUIKeTOHYpHsI» — 3MOpHodeTonaTus, pa3BUBaIOIIAsACcs y II01a B
pe3ysbTaTte BO3JCHCTBUS TMPOIYKTOB aHOMAaJIbHOrO MeTaboim3Ma OepeMEHHOW J>KEHIIUHBI C
(EHUITKETOHYPHEH TPU OTCYTCTBUH TUETHYECKOTO JICUCHUSI.

HeoHaTanbHBIi CKPUHMHT — MEIUIUHCKAS JUATHOCTUYCCKAs TEXHOJIOTHS CIUIONIHOTO
0e3BBIOOPOYHOTO  JIAOOPATOPHOTO OOCIIEIOBAaHUS BCEX HOBOPOXKICHHBIX HAa HEKOTOPBIC
HACJIC/ICTBEHHBIE 3a00JIeBaHUs, TIPU3BaHHAs 00CCIIEYUTh CBOCBPEMEHHOE BBISBICHHE W HAYAJIO

JIeueHus OOJbHBIX JeTel ¢ 1enbio IpCaAOTBpalliICHUA UX MHBAJIUIHU3allUU.



1. KpaTkas nagopmManus mo 3a00J1eBAHNI0 UM COCTOSTHHUIO (rpynme

3a00J1eBaHUIl UM COCTOSIHUIA)

1.1 Onpeneaenne 3a00j1eBaHUs MWW _COCTOSIHMS _(Tpynnbl_3a00J1€BAHMI WU

COCTOSIHM)

l'unepdennnananuHeMu  —  TpyNIa  ayTOCOMHO-PEIIECCUBHBIX  3a00JeBaHUiA,

0OYCJIOBJICHHBIX HapylIeHHEM OOMEHa He3aMEHHMOW aMUHOKUCIOTHI (eHmnananuHa (DA),
MOCTYMAIONIe B OpraHu3M 4ejoBeka ¢ OenkoBoil mumiei. I'mnepdenmnananunemun (I'OA)
00BETMHSAIOT HECKOJIBKO TeHETHYECKH TeTepPOreHHbIX (opM HapyiieHuit oomena @A, cXOMHBIX
M0 KJIMHUYECKUM TpU3HAKaM: (PEHWIKETOHYpPHUS W HapylIeHUs OOMEHa TeTparuapoOuoNnTepuHa
[2, 16].

@enunkeronypus (PKY) — runeppenunananuaemuss (I'D@A), oOycroBieHHas
HEIOCTaTOYHOCThIO aKTUBHOCTH (peHmmananuuHruapokcmwnassl (@A) um mnpuBonmsamas K
HaKOIUIeHHUIo B opranuzMe @A u mpoaykToB ero merabonusma [16, 17, 33].

Hapymenust oomena terparuapoduonrepuna (BHs-nedpunutnas @A) — rereporennas
rpymmna ['®A-cocTosiHMiA, BEI3BAaHHBIX JEQHUIMTOM OHOTO U3 (PEPMEHTOB, YUACTBYIOMINX B IETIH

OMOXMMHYECKUX TpeBpalieHuii Terparuapoouontepuna (BHa) [16, 17, 34, 35].

1.2 DTHoJ0rus U naToreHe3 3a00JeBaHUs WM COCTOSAHUA (rpynnbl 32001eBaHNM

HJIM COCTOSTHMIH)

B HopMe B opraHm3zMe 4YenoBeKa OCHOBHOE KOIMYeCcTBO PA yTHIM3HPYETCA MyTEM
MPEBpAIICHHUS] €r0 B THPO3WH, KOTOPHIA B CBOIO OYEpEIh CIYXKHUT CyOCTpaToM JUIsi CHHTE3a
OMOTeHHBIX AMUHOB U MellaHuHa. JIuib Hebonbioe konuuecTBo DA UCTONB3YyeTCs IS CHHTE3a
Oenka. IIpeBpamenue L-dpenunananvna B L-TUpO3UH OCYIIECTBIAETCS C MOMOIIBIO epMeHTa

®AT (puc.1).
0, H,0

CH—~CH—COOH HO CH—CH—COOH

l\'].lz Denunaranun- th
®EHWJIAJIAHUH "“""";;‘;'_ff"“”' THPO3HH
H,-Omonrepun H,-0nonrepun
(5, 6,7, 8-TerparnapodHonTeprH) (7, 8-AuruapoduonrepuH)

Hueuopoduonmepun-
pedykmaza

NADP NADPH+H'



Puc. 1. Peaknus (1) — mnpeoOpa3oBanue ¢eHUIATaHWHA B THPO3UH IOJ JIEHCTBHEM
(eHnnanaHMHTPAPOKCUIIA3hl; peakuus (2) — terparuapoduonTeput (B npucyrctsuu Fe2+) mox
neiictBueM  (¢epMeHTa  AUTHAPOOHMONTEPUHPEAYKTa3bl  OKUCISIETCS 0  OOpa3oBaHHA
JTUTHIPOOHOINITEPHUHA.

B ocHoBe mnaroreneza I'®PA gnexur OinokupoBaHue ruapokcuinpoBanus DA u

IpeBpalleHus] €ro B TUPO3UH. [IpSIMBIM ClIeICTBUEM STOr0 HAapyIIECHUs SIBJISAIOTCS HAKOIUIEHHE
DA B opraHu3Me W CHI)KCHHE oOpa3oBaHus TUpo3uHA. [Ipu BBICOKMX KOHIeHTpamusx DA
OPOMCXOMUT AaKTUBALUS AJIbTEPHATHBHBIX IyTed ero wmeradoinm3sma ¢ 00pa3oBaHUEM
¢dennnnupyBara, (QeHumnanerara, (EHWDUIAKTaTa M JPYTUX TPOU3BOAHBIX, OKAa3bIBAIOLINX
TOKCHYECKHI 2P (dEeKT Ha pa3InyHbIC OpTraHbl U TKaHu [16, 17].

B Haubonbiiei creneHu cTpajaoT CTPYKTYpbI IeHTpaibHOU HepBHOU cuctembl (LTHC).
[ToBpexaeHHe TOJOBHOTO Mo3ra cBsizaHO ¢ d3ddekramu u3dbitka DA: mucbOamancom
HEOOXOJMMBIX JUIA CHHTE3a O€lKa AaMHUHOKHCIOT B TKAaHAX MO3ra, OOYCIOBJICHHBIM
TOPMO>KEHHEM HX BCACBIBAHUSA B JKEIYJOUYHO-KUIIIEYHOM TPaKTE WM HapylIeHHeM peabcopOuuu
U3 TOYEUHBIX KaHAIbLIEB B YCIOBHUSAX H30BITOUHOrO cojepkaHuss DA B KHIKHX cCpeaax
OpraHu3Ma, HapylIeHHeM 00pa30BaHUs WM CTAOWIM3ALUU MOJMPUOOCOM, CHIKCHUEM CHHTE3a
MUEJIMHA, HOpaJpeHaIMHA M CEpPOTOHMHA, WIPAIOIIMX HCKIIOUUTEIBHO BaXXHYIO pOJIb B
co3peBanuu u ¢pyHkuunonuposanuu LHHC [14, 16, 17].

DA sBnsieTcs KOHKYPEHTHBIM WHTHOMTOPOM THpPO3MHa3bl — KIKOYEBOTO (epmeHTa
CUHTe3a MejaHuHa. biokaga 3TOro myTtH, Hapsay C yMEHbBIIEHHEM IOCTYIMHOCTHU THPO3MHA,
NpeIeCTBeHHUKA MEeJTaHUHA, TPUBOJIUT K TUIIONUTMEHTAIlUU BOJIOC U KOXKH [3].

AxtuBHOCTh (epmenta DPAI' 3aBHCUT OT TpeX OCHOBHBIX KodakTopoB: DAI-
ctumynupytomero Oenka (®AI'C), Tterparuapoduontepuna (BH4) wu monekynspHoro
kucinopona. @yuxkuus BH4 3aximrouaercs B crabwin3alMud  4E€TBEPTHYHOM  CTPYKTYpBI
(ponmuure) ®AI' u apyrux (GepMeHTOB, YYACTBYIOIIMX B THUIPOKCHUIMPOBAHUHM THUPO3UHA,

tpunrtodana, aprununa (Puc. 2).
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Puc. 2. Pomp TerparmmpoOHonTepuHa B THIPOKCHIIMPOBAHUHM  apOMATHYECKHX
aMUHOKHCIIOT.

1.3 DnuaemMuoJgorus 3a00JJeBaHUA HJIH COCTOSHHUA (rpynnbl 3a00JJeBAHUNA WU

COCTOSIHMH)

Yacrora '®A cpeau HaceneHus IJIaHETHl 3HAUUTEIBHO BapbUPYET B 3aBUCUMOCTH OT

nomynsitiuu: oT 1:4370 B Typuuu go 1:80500 B Anonuu. Hambonpiias pacnpocTpaHEHHOCTh
3a0o0JieBaHNE OTMEUYEeHa cpeau eBporeouHon packl [3-5]. ITo nanHsiM EBponeiickux 1eHTpoB
ckpuHuHra I'@A, gacrora 3a0o0yieBaHHS B BOCTOYHO-EBPOMNEMCKON MOIMYJSALMU BBIILIE, YEM B
NomyJsIIMsIX 3amajaa W roro-zamaga Esponel. B Upnanauu vacrora '@A cocraBnser 1:4500
1:7300, B Utanmuu 1:12280, I'peunn 1:18640 [5]. B CkananHaBckux nomynsnusax yactora A
HCKIIFOYMTENIbHO HU3Ka, 0co0eHHOo B Ourisaanu 1:71000 u enun 1:43230 [4, 5].

B Poccnn 1o 1aHHBIM HEOHAaTaJbHOrO CKpuHHMHra yacrora I'@A cocrauser 1:7000 u
Kose0sercs B pa3nuyHbIX pernoHax ot 1:4735 B Kypckoit obmactu g0 1:18000 B PecnyOmnmke
TeiBa. B Cankr-IlerepOypre wacrora @A 1:7600, B Mockse 1:5600. ®AIl-pepuuutnas 'OA
BeIsBIsIeTCT B 97-98% cnmywaeB. BHs-neguuutasie T'DA cocraBnsior 1-3% ciydaes,

BBISIBIICHHBIX B XOJI€ HEOHATAJILHOTO CKpUHMHTA [8].

1.4 Oco0eHHOCTH KOIHPOBAHWS 3a00JeBAHUA MJIM COCTOSHHUSA (Tpynnbl

3200J1eBaHUH WJIH COCTOAHUNI) 1m0 MeXKIyHAPOIHOW CTATHCTHYECKON KJaccubuKanum

0o0JIe3HeH M MPo0JIeM, CBA3AHHBIX CO 3I0POBLEM

E70.0 Knaccuueckas GpeHUIKETOHYpHS

E70.1 Ipyrue Bunabl runepdeHmIaiaHiHEMAN



E70.9 Hapymienust oOMeHa apoMaTUYECKHX aMHUHOKHUCIIOT HEYyTOYHEHHBIC
Kommentapun: x ximaccuueckoir ¢enunkeronypun (E70.0) ortnocsatcs T'OA,
0oOyC/IOBJIIECHHbIE =~ IIATOr€HHbIMU  BapuaHtamu B re”e PAH. K  gpyrum  Buzam

runiepdenunanannaemuu (E70.1) — BHs-nedunurasie ['OA.

1.5 Kaaccupukanus 3a00/1eBaHUsI WJIH _COCTOSIHMS (TPynnbl 3a00JeBAHMNA WU

COCTOSTHMI)

CymiecTByeT HECKONbKO TonxoaoB K kiaccudukaimuu ['PA. Beensior DAT-

3aBucuMyto 1 ®AI-HezaBucumyto hopmel '®A. B 3aBUCUMOCTH OT TSHKECTH U MaKCUMAJIbHOM
KoHIeHTpauuu ®A B KpOBU O JIEYCHHs IOCJIE€ YCTAaHOBKU KIMHUYECKOIO JHarHo3a WiIn
CKPUHUHTAa HOBOPOXJICHHOTO BBIACISAIOT JICTKYIO, YMEPCHHYIO WU TsDKenylo ¢opmbl ['DA
(ITpunoxenue I'1).

®AI-3aBucumass DA  (denunkeronypus) oOycnoBieHa nedektom ¢depmeHTa
benmnananuaruapokcuiassl (PAI), mpeobpaszyromero @A B TUPO3UH MPHU ydacTuu Kodaxkrtopa/
mianiepona BH4. Hapymienune pa6otrst @AIT mpoucxomut B pesynbrare myrauuil B ree PAH,
pacrionararomeMcsi B peruone 12q22-q24.2. JlaHHas HO30J0THsI SIBJISIETCS Haubosee
pacnpoctpaHeHHOU (hopmoii u BcTpedaetcs B 98% Bcex cinyuaeB ' DA [6, 7].

B 3aBHCHMMOCTH OT THKECTH BBIACISIOT cieayromme popmbi:

Jlerkast ¢opma I'PA Tpebyer HaOmoAeHHss W npoBeAeHUs auddepeHIHaTbHOMN
IUarHocTuku. CTpOroro AMETUYECKOTO JiedeHWs npu 3T1oi popme ['DA, kak mpaBmiio, He
HazHayaroT. [lanuentsl ¢ nerkoit Gpopmoit '@A 1OMKHBI HAXOAUTHCS TOJ CUCTEMATUYECKUM
HaOJroieHneM Bpayda ¢ KoHTposieM ypoBHs DA kposu [3, 16, 42].

YwMmepennas ¢popma 'DA nonpazymeBaeT COXpaHEHHE YACTUYHOM aKTUBHOCTU (epMeHTa
OAI, Tpebyer cobmoneHus TUNno(eHnIaTaHMHOBOM JMEThI, a TaKXKe IPOBEJEHUs TecTa Ha
YyBCTBUTEIHHOCTh K CUHTETHYECKOMY aHAaJOTy TeTparuapoouontepuna — Canpontepuny** c
[EJIbI0 €70 Ha3HAUEHUSI COBMECTHO ¢ TUnodeHnIaaHnHOBOM quetoit [16, 28].

Tsokenas popma DA oOycroBieHa MUHUMaIbHONH akTUBHOCTBIO (hepmenTta DAI. Ona
TpeOyeT coO0IeHUsI CTPOroil runogeHmIaTaHMHOBOM TMEThl, @ B HEKOTOPBIX ciydasx (Imocie
oTmpejieNieHus] TeHOTUIIA) MPOBEICHUs TeCTa Ha YyBCTBUTENIBHOCTH K Campontepuny** (koj mo
ATX A16AX07) c 1enblo BBISBICHUS TOTEHUUATLHON UYBCTBUTEIBHOCTH TMAlMEHTa K
KO(aKTOpPHOM Teparnuu.

Ha ocHOBe MJaHHBIX MOJEKYISIPHO-TEHETUYECKUX HCCIEeIOBaHUN Obula co3JaHa

COBpPCMCHHAaA KHaCCI/I(I)I/IKaLII/IH T q)A, KOTOpass OTpaKacT STHUOIATOTCHE3 3a00JIeBaHUs

(TTpunoxxenue A3.2) [6-13].
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DATI-He3aBucumasi 'PA BKIIOYAET HECKOJIBKO TEHETHYECKH TE€TEPOTCHHBIX (HOpM
(ycrapesiuee Ha3BaHue «atunuyHasg OKVY»):

1. BHs—nepunuraas T['PA (tum  A) o0OycloBiieHA HEIOCTATOYHOCTBIO  6-
nupyBouaTeTparuapontepuncuatazsl - (PTPS),  ywacTtByromeit B mpolecce  CHHTE3a
TeTparuApoOuoNTepruHa U3 Iuruaponeonteput tpudocdara. 3a0oneBaHrne BHI3BAHO MyTaluen
CTPYKTYPHOT'O re’Ha PTS LIUTO30JIbHOU 6-IMPYBOMWIITETPArUAPONTEPUHCUHTASBL,
COMpOBOXKAAeTCA (PepMEHTATUBHOW HenocTarouHOCThi0 PTPS B medenu u spurpomnmrax. ['eH
PTS pacnonoskeH Ha JUIMHHOM IUIe4e XpoMocoMmbl 11, B paiione q22.3-23.3 [6, 7, 9, 34, 35].

2. BHs—nepunurnas @A (tun B) oGycnoBrieHa HeIOCTATOYHOCTHIO TYaHO3UHTPH -
docharmuxnoruaponasel 1 (GTPCH), koTopast ¢yHKIMOHHMPYET Ha HAYaIbHBIX 3Talax CHHTE3a
BH4, mnpeoOpasys ryaHo3un S'—tpudochar B auruaponeontepuHTpudochar. dDepmeHT
koHTponupyercs renoM GCHI, nokann30BaHHBIM Ha ITMHHOM IIJIe4e XpOMOCOMBI 14, B peruone
14922.2 [6, 7, 9, 34, 35].

3. BHs—nepunurnas 'OA (tunm C) oOycnoBineHa neUIIMTOM JAUTHIPONTEPH-
muHpenykrasel (DHPR), koTtopas konTponupyeT BocctaHoBieHue BHs u3 nuruapobuonrepuna,
ofOecrieunBasi €ro peaxkTuBaluio. 3aborneBaHue BbI3BaHO MyTanuedl rena QDPR, xoTopsiit
pacnoiokKEH Ha KOPOTKOM IIieue XpoMocoMbl 4, B peruone 4pl15.3 [6, 7, 9, 34, 35].

4. BHs—nepunutnas I'dPA (tun D) oOycnosieHa nedpuuutomM mnrepuH-4-o-
kapOunomamunaeruaparazsl  (PCD), kotopas Takke ydacTByeT B BoccTaHOBiIeHUHM BHa.
®epment koaupyercs renom PCBD, nokann3oBaHHOM Ha JUIMHHOM IUiede Xpomocomsl 10, B
paiione 10q22.1 [6, 7, 9, 34, 35].

S, JJTODA-3aBucumast TucTOHUSI, 00YCIIOBIEHA AEPUIUTOM CeNUaNTePUHPETyKTa3bl
(SPR), ycnoBHo BxoauT B rpynny ['®A, tak npu 3ToM 3a00jeBaHUN OOBIYHO HE HAOIOJAETCS
nossiieHUs ypoBHS @A B kpoBu. Tem He MeHee, ypoBeHb DA NMOBBIIAETCSA B TOJOBHOM MO3Te
HalMeHTa, YTo OOyCNaBIMBAET PAa3BUTHE KIMHMYECKOW KApTHHBI, CXOMHOM ¢ aApyrumu BHa—
nepunutHeiMu ['DA. 3aboneBaHue CBA3aHO C HEIOCTAaTOYHOCTHIO (pepmeHTa SPR, KOTOpHBIH
INIPUHUMAET  ydacTMe€ B  3aKJIIOYUTENbHOM  Jrame  cuHTe3a  BH4.  AxrtmBHOCTB
cenuanTepuHpeayKTa3bl KoaupyeT reH SPR, pacronioskeHHbIH Ha JUIMHHOM IJIe4e€ XPOMOCOMBI 2,
B peruone 2q13.2 [6-8].

6. TunepdbenunananmHemus 0e3 AeduIMTa TETparuapoOHONTEpUHA OOYCIOBICHA
mytarusiva B TeHe DNAJC12, komgupyromem Oenok JDP1. Benok JDP1 BeimonHseT QyHKITHIO
cxoxytlo ¢ BHs — sBnsercs mamepoHoM uis (epMEHTOB, y4YacTBYIOIIMX B MeTaboin3Me
HeliporpancMutTepoB U donaunare pepmenta GAI. Takum obpazom, aedekr rena DNAJC12

NPUBOJINT K pa3BUTHIO (eHOTHIA cX0okero ¢ BHs—nepunmraeivu [OA [6-8].
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1.6 Kianguyeckass kapTuga 3a00J1eBaHUs WM COCTOSAHHUSA (rpynnbl 3a00J1eBaHUM

HJIN COCTOSTHH)

Knunnueckue ocooennoctu ®AI'-nepuunthHoit DA (kinaccudeckoi PKY).

Knunnyeckue mposiBieHus: 3a001€BaHMs 3aBUCAT OT CPOKOB Hayalla Tepamnuu, TSHKECTH
noBpexxaeHus ¢epmenta.  be3 addexTuBHONH Tepanuu y OONBIIMHCTBA MAIlMEHTOB CO
3HaunTeNbHBIM AeuuutoM DAI, n3BecTHbIM Kak kiaccuueckass PKY, pa3BuBaercs TsKenoe
MOPAKEHUE HEPBHOM CHCTEMBI, IIPU CBOEBPEMEHHOM Hadajle TEpallid €CTh BO3MOYKHOCTh
n30eKaTh BRIPAXKCHHBIX KIIMHUYECKUX TPOSBICHHMA Oose3nu [21].

MMauuentsl ¢ Tsxkeaoi 'DA (kaaccuueckoit DKY) 6e3 Tepanuu.

B nepBeie Henenu xu3Hu et ¢ [ DA BeITIAIAT 300poBBIMUA. ManHudectanus 00J1e3HA
MPOUCXOAUT B BO3pacTe 2—6 MecsleB NpU OTCYTCTBUM AMETOTEpPANUU, OTMEYAETCS BSUIOCTb,
OTCYTCTBHE/TIOTEps] HMHTEpeca K  OKpYXKalolleMy, HHOrJAa HaoOOpOT, TOBBIIIEHHAS
pa3apaXUTENbHOCTh, OECIIOKONCTBO, TUIIEPTOHYC MBIIIL, TUIIEPPEQIICKCHs, SK3€MaTO3HAas! ChHIIIb.
XapakTepeH «MBIIIMHBIM 3amax» M[oTa W MOYHM, KOTOpBIH OOBSICHAETCS BBIICICHUEM
denunanerata, ¢enunnupyBata. Bo BTOpoM momyroguu >KM3HM HaAOMIOJAETCsl perpecc B
MOTOPHOM M TICUXOPEYEBOM DPa3BUTHUHU: JETH MEPECTAIOT pearupoBaTh Ha OOPALICHHYIO peyb,
y3HaBaTh MaTh, HE (QUKCUPYIOT B3IJISA M HE pPEarupyloT Ha SpPKUE UIPYLIKHU, HE
NEPEBOPAUNBAIOTCS HA KUBOT, HE CUAAT. PU3NUecKoe pa3BUTHE HAPYIIEHO B MEHBIIEH CTEleHH,
OJIHaKO, BBISBIIAETCSI HEKOTOPOE YMEHBILIEHHE OKPY)KHOCTU T'OJOBBI MJIM J1aXke MUKpouedatus,
Oosee mosgHee NpopesbiBaHHE 3yO0OB. Y OOJBIIMHCTBA HENEUEHBIX NEeTel CBETJbIE BOJIOCHI,
ronyOele ria3za. Koxka DOYTHM TMOJIHOCTBHIO JIMIIEHA MeEJaHMHA UM UMEET IOBBIIICHHYIO
YYBCTBUTEJIBHOCTb K MHCOJISILIMM U TpaBMaMm, IIO3TOMY HEPENKO HaOII0JAI0TCs TsKenas IK3eMa,
JepMaTUT, QOJUTUKYISPHBIN KepaTo3, MOBBIILIEHHAs CKIIOHHOCTh K THOWHUYKOBBIM HH(EKIUIM.

IIpu oTCyTCTBMM JleueHHs] pa3BHBAeTCs TsDKenas yMCTBeHHas otcranocTh (1Q<50).
ONuiaenTUYecKue TMPUCTYIBI MO THUIY «CalaaMOBBIX» MPHUMAIKOB, «KHUBKOB», a0CaHCOB
BcTpevatorcss y  50% OONbHBIX, OHM PE3UCTEHTHbI K MPOTUBOCYAOPOKHOM TEparuu.
ONUIENTHYECKYI0 aKTUBHOCTD NPH MPOBEACHUN IEKTPOIHIE(anorpaduu perucTpupyor y 85—
90% OonbHBIX. BO03MOXHBI ¥ Jpyrue HEBPOJOTHMUECKHE pacCTPOMCTBA —  aTaKCHd,
TUIEPKUHE3Bl, TPEMOP PYK, Mape3bl MO LEHTPAJbHOMY THUITy, YTO CBS3aHO C HapyllIeHHEM
MPOLIECCOB MHUETUHU3ALMU HEHPOHOB M CHUKEHHEM IUIOTHOCTH OEJoro BelecTBa I'OJOBHOIO
Mo3ra. Bcrnencreue XpoHMUECKHMX METa0OIMYECKMX HapylleHUil CHIDKaeTcs oOpa3oBaHHE

HEHPOTpaHCMUTTEPOB (H0pamMHHA, CEPOTOHNHA, HOPAIPCHAIMHA).
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B nactosmee BpeMs kiumHu4eckue nposiieHus 'OA mpakTuyecku He BCTpeydaroTcs B
CBSI3U C paHHEW AMArHOCTHKON OOJIE3HN M CBOEBPEMEHHBIM HayasioM JeueHus. OJJHAKO B PEIKUX
Cy4asix MAalUEeHTBl MOTYT OBITh «IIPOIMYIIEHBI» MPU MPOBEAECHUU MACCOBOIO CKPUHUHIA HIIU
POIUTENN MOTYT HE COOMIOAATh Ha3HAUYEHHYIO AHMETY, MO3TOMY cienyer uckimouarh ['@A npu
HESICHBIX CIIy4asiXx YMCTBEHHOH OTCTaJIOCTH y JIeTeH.

IHanuentsl ¢ Taxeao PAI'-nepunurnoii DA, HaxoasHecs] HA JTeYCHHH.

HecmoTpss Ha paHHee Hayaio JICUCHHsS M COOJIIOJCHHE TUETHI, Y MAIIeHTOB MOTYT
HaAOJI0/IaThCSl KOTHUTHBHBIE HAPYIICHUS, XapaKTepU3YIOIIHUecs 0COOCHHOCTSIMH 3PUTENbHBIX U
UCTIOJTHUTENbCKUX (PYHKIIMMA, CHU?)KEHUEM CKOPOCTU 00paboTKH MH(GOpMAaIUU, HU3KUM YPOBHEM
KOHIIGHTpAIllMM BHUMAaHUs, HAPYIICHUSIMUA JUHAMUYHOCTH TpOIecca 3allOMUHaHus, peun. Jaxe
IIpY HOPMAJIbHOM YPOBHE MHTEIIEKTyaJbHOro pa3Butus y 96% nereit ¢ A omnpenenstorcs
pa3iuyuHble U3MEHEHHUS B AMOLMOHAIBHOM cdepe, MEemamliue UX IMOJHOIEHHON COLMaIbHOU
aJanTalyy: CHUKEHHE TII03HABATEIbHBIX CIOCOOHOCTEH, BBICOKMH YpPOBEHb TPEBOKHOCTH,
AMOIMOHANIbHASI HEYCTOMYMBOCTbD, TUTIEPAKTUBHOCTD, arPECCUBHOCTH [57, 59, 66].

Cpenu manMeHTOB, TOJNYYaBIIMX TUNO()EHWIATAHWHOBYIO JHETY C BKIIOYEHUEM
HecOamaHCHUPOBAHHBIX MPOAYKTOB JeueOHOro nmutaHusi, B 4 pasza Oounblie aereld ¢ U30BITOYHON
Maccod Tela M OXKMpPEHHUEM, a Takke B 12 pa3 Oomblle — C HEJOCTATOUYHOCTHIO MHUTAHUS TIO
CpPaBHEHHUIO C OOJBLHBIMHU, HAXOIUBIIMMHUCS HA JICUEHUU COBPEMEHHBIMU CIIEIIUATTU3UPOBAHHBIMU
NpOAyKTaMU Ha OcHOBe aMUHOKHCIOT 0e3 DA. [lpu mozgHem Havane JUeTOoTepanvy MOMHMO
COXPAHSAIOMINXCS HEBPOJIOTMYECKUX CUMIITOMOB OTMEUYAIOT YBEIMYEHUE YMCIIA HU3KOPOCIBIX
neteit (B 10 pa3), ¢ HemocTaToyHOCThIO MuUTaHus (B 6,5 pasza), ¢ oxupeHuem (B 7 pas) mo
CPaBHEHUIO C TPYIINON MAIMEHTOB, KOTOPHIM JICUeHHE ObLIO HAYaTO CBOEBPEMEHHO [67].

Ha ¢one »>nuMUHAIIMOHHOW  JHUETOTEpANMH  MOTYT  OTMEYarhbCsl  JACHUIIUTHI
MUKpPODJIEMEHTOB  (LIMHKA, CeJeHa, »JKele3a, MeId W  MarHus), KapHUTHHA, ©-3
MIOJTMHEHACHIIIICHHBIX JKUPHBIX KUCIIOT, BuTamMuHoB B6, B12, B9 (donuesoit kucnoter) [61-63].
MHorumu wHcciaenoBaHUSIMU JIOKa3aHa BBICOKAs 4YacToTa OCTeONneHHH y OonbHBIX ['PA mo
CpaBHEHMIO ¢ 0o0miel momynsiueil. OgHaKo TOYHO HE YCTAHOBJIEHBI MEXaHU3Mbl YMEHBIICHUS
MUHEpaIbHOU MJIOTHOCTHU KOCTHOM TKaHHU. BrisBnena CBSI3b IIPOLIECCOB
pe3opO1un/hopMUPOBaHUS KOCTHOM TKAaHU C MPHUBEPKEHHOCTHIO K JTUETOTEpanuud U
JIOCTATOYHBIM TOCTYIICHHEM MHUKPO3JIEMEHTOB € IPOIYKTaMH CIIeIIUATLHOTO nuTanus [68].

Ouenka kadectBa »u3HU nereil ¢ ['GA mnokaszana, 4To BCE€ €ro mnapamerpbl —
duznyeckoe, IMOLMOHALHOE, COIMATbHOE (YHKIIMOHUPOBaHKE, GYHKIIMOHUPOBAHUE B IIKOJE/
JIETCKOM CaJly — HUKE M0 CPABHEHHIO CO 3JJOPOBBIMHU CBEPCTHUKAMH. MaKCUMaJbHbIE PA3IHUUs

YCTAHOBJICHLBI Y IIKOJBHUKOB, YTO, 10 MHCHUIO aBTOPOB, CBA3aHO C YBCIMUCHUCM YMCTBGHHOﬁ n
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buznyeckoil Harpy3ku, HapacTaHHEM HANpsHKEHHOCTH BHYTPEHHUX IICUXO3IMOIIMOHATbHBIX
npoiieccoB. [Ipu 3TOM Mmoka3zaHo: yeM MO3Xe HayaTo JedeHue y OonbHbBIX ['DA, Tem Huxke
MOKa3aTear COIHAIbHOIO W POJEBOro (YHKIMOHHPOBAHUS, a C YBEIMYCHHEM BO3pacra
00cIIeIOBaHHBIX JETEH — HUYKE TIOKA3aTeNId UX aJlallTallik B KOJUIEKTHBE [69].

Koppensauus Mexay mnoBellieHHBIMU ypoBHAMH @A B paHHeM Bo3pacTe H
JOJITOCPOYHBIM cHUkEeHHEM 1Q xopoio uzydeHa. Binusnue ypoBHs @A Ha IQ B TeueHue xu3Hu
TaKKe ObUIO IOKAa3aHO B MCCIEAOBAaHUSAX Ha B3pOCibIX. Tak, y TeX, KTO CHHUYKAET CBOIO
MIPUBEPKEHHOCTh JAUETE C OrpaHUUYEHHBIM coaepkaHueM @A B 3penom Bozpacte, [Q HeMHOro
CHU)KAETCs, UTO elle O0JbIlle TOATBEPKIAET KOHLICTIIUIO «I10KHU3HEHHOW» nueTsl [4, 57].

Tem He MeHee, Aake TPU CTPOTOM COOJIOICHUH TUETHI C HU3KUM coaepkanuem DA y
B3pPOCJIBIX MOT'YT HaOJ10J1aThCs KOTHUTHBHBIE HApPYIICHHS, TAKUE€ KaK CHUXKCHHE S3bIKOBBIX
HABBIKOB, MMAMSTH, CKOPOCTH BOCTIPUATHS U 00pabOTKU MH(POPMAIUH, CTIOCOOHOCTU K O0YYCHHIO
U UCTIOJHUTENbHOU QyHKIMU [58].

B3pocnbie, koTopbie HEe COOMIOIAIOT NUETY ¢ orpaHudYeHrneM DA U UMEIOT MOBBIIIEHH BN
ypoBeHb DA B KpoBH, OOBIYHO IUIOXO KOHIICHTPUPYIOT BHHUMAaHHUE W JIEMOHCTPUPYIOT
3aMeJJICHHbIE JBUTaTeNIbHbIC peakiuu [29, 58].

CymecTtByeT Takke Oojiee BBICOKHH YpPOBEHb TpPEBOXKHOCTH, JAenpeccuu, ¢Goduil u
NAaHUYECKUX aTaK y JIUI, MOJIy4YaBIIMX JI€UEHUE B JETCTBE, HO MPEKPATHUBIIUX TEPANUIO BO
BTOPOM JECSTUJIETUH KU3HU. DTU JaHHbIE, IO-BUIMMOMY, CBS3aHbl KaK ¢ TEKYIIMMH, TaK U C
aHaMHECTUYECKUMHU JaHHBIMU 110 coaepxanuto @A B kposH [3, 36, 60, 66, 67].

IHanueHTHI ¢ MArKMM OMOXMMHYECKHM M KJIHHHYeCKMM (QeHorunom @OAI-
nepuunTHoi I'DA.

Cunraerca, uro npu DOATl-pnepuuutHoit I'PA, naxe ecnum y nDanueHToB 0e3
nueTorepanuu KoHieHTpanus PA B mmazme moctosHHo Hike 600 mxmons/m (10 mr/mi,
enununbl u3MepeHuss PA: Imr/an coorBerctByer 1mr%, 60 MKMOJB/JI) PUCK Pa3BUTHUSA
MHTEJJIEKTYaIbHBIX, HEBPOJIOTMUECKHUX M HEHPOIICUXOJIOTHUYECKUX HAPYIIEHUH BbIIIE, YEM Y JIUI]
6e3 nepunura DA, DkcnepTsl pekoMeHnyloT orpanndeHue @A nmus ar000T0 TMarueHTa, y
KoToporo ypoBeHb @A> 360 mxmons / 11 (6 mr/mn) [5, 17].

Omnucanbl cnydyan ['@A c nerkum nepuuurom DAL, y manveHTOB ¢ HOPMAaJIbHBIM
MHTEJJIEKTOM, JHWarHo3 KOTOPhIM YCTAaHOBHJIM BO B3pOCJIOM BO3pacTe€ IpPU BHE3AITHOM
YXYALIEHUS ICUXUYeCcKoro coctosanus [41, 60].

«MartepuHcKas GEHHUIKETOHYPHUD).

Cungpom wMatepuHckoii DKV — KOMIUIEKC CHMITOMOB, BO3HHMKAIOUIMX Yy JeTel

KEHIMUH, cTpagatonmx ['@A u He monmydaBmmMX (WM TONYYaBIIMX HE B IOJHOM OOBEME)
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CHEeLMaIU3UPOBAHHOE JieueHHe (Iuera W JAp.) B MperpaBUIapHbId NEpUOx U BO BpeMs
O0epemenHoctu. CUHAPOM pa3BUBAETCA B pe3yjbTaTe BO3JCHCTBUS Ha IUIOJA HOBBILIEHHOI'O
conepxkanuss @A (6onee 360 MKMONB/I) M €ro MeTabOIMTOB B KPOBM Marepu. Beinensior
cIeayIolre NposBIeHUs cuHaApoMa MatepuHckoit ®KY [4]:

— 3amepkka BHYTpuyTpoOHOTro pazButTus (3BYP). Yactrora He oTimyaeTrcs OT oOmIei
HOIYJISILUY, €CIIM MaTepUHCKUE YpoBHU DA KOHTPOJIUPYIOTCSA B T€UEHHUE MEPBBIX JIECITU
Hesenb OEPEeMEHHOCTH U HE TPEBBIIIAIOT PEKOMEHIyeMbId ypoBeHb 360 MKMOJB/I; PHCK
3BYP mnoxa yBenuuuBaercs, eciu KoHIeHTparus A onTuMusupyercs rno3aHee;

— mukpornedamus. Puck cocrariser 5-18% Bo Bpems OepeMEHHOCTH, TP KOTOPOH YpOBEHB
@A y mMaTepu ONTUMHU3UPYETCS 10 OEPEMEHHOCTH M B TEUEHHE IEPBBIX ACCATH HENEIb.
Puck yBenumuuaercst 10 67%, ecnu cooTBeTcTByromMe ypoBHH DA He JOCTUTHYTHI B
teuenue 30 Henenb OEpEMEHHOCTH;

— BPOXJEHHBIH TMOPOK Cepilla U ApYyrue Nopoku pa3BuTHs. [I0oBbIIIEHHBIE KOHLEHTPALMH
@A B marepuHckoil kpoBu (> 600 MKMOJB/JI) BO BpeMsl paHHHUX CPOKOB OEpEeMEHHOCTHU
OpUBOAAT  NpuOmm3uTenbHo K 8%-12%  puCKy TOpPOKOB  pa3BUTHS  Ceplla.
@eHOTHIIMYECKHE OCOOCHHOCTM W JAPYrHE€  BpPOXKICHHBIE  JIepeKThl  (BKIIOYast
TPaxeoNUILEeBOIHbIE CBHUILM U Jp.) TAKKe ObUTH 3aperuCTPUPOBAHBI y AeTeH, POXKIESHHBIX
oT keHIIuH ¢ [ DA;

— HUHTeJUIeKTyalabHbIN aeduuut (>90%). KpurnyeckuMm 3Haue€HUEM SIBIISETCS KOHIEHTpalus
@A B MaTepuMHCKOM KpOBH, MOCTOSIHHO TpeBblmaromas 360 MKMoab/T BO BpeMms
OepeMeHHOCTH, ¢ OOpaTHOM 3aBHMCHUMOCTBIO MEXAy KOTHUTHBHON (yHKIMEH peGeHKa u
ypoBHeM DA B MaTeprHCKON KpoBH BbIle 360 MKMOJIB/JI;

IIpy NOCTOSHHOM JIeYEHMM M KOHTposie ypoBHA DA KpOBH PHUCK BpPOXKIECHHBIX ITOPOKOB

pa3BUTHSA IUIOJA Y )KEHUIUHBI ¢ 'PA MUHMMAIIEH.

Kannuveckue ocodennoctn BHs—nepuuurnnix 'GA

Knunnueckn I['DA-BHs xapaktepusyrorcs rumneppeHmIaIaHUHEMUEH, Ie(UIUTOM
HEHPOTPaHCMUTTEPOB J0(haMHHA U CEPOTOHWHA, MPOTPECCUPYIOIIMMHU HHTEIUICKTYaIbHBIMUA U
MOTOpPHBIMU HapymieHussMu [4, 6]. s 3TUX Ho3010rH4Yeckux (opM XapaKTEpHO OTCYTCTBUE
MTOJIOKUTENBHON KIMHUYECKOM JUHAMUKHM Ha orpaHudyeHue nocryrmeHus A ¢ numed u Ha
¢done anexkBatHOro cHmxenust ypoBHsa DA kposu. bes neuenunss BHs—nepunnrapie I'OA Tumst
A, B, C umeroT cxo/iHble KIMHUYECKHE CUMITOMBI U XapaKTepU3yIOTcsa paHHel MaHH(ecTalen
B IEpBble 3 Mecslla KU3HHM, a B IOJIOBUHE CIIy4acB — B HEOHATaJlbHOM Inepuojne. CreneHb
TSOKECTH KJIMHUYECKUX IMPOSBICHUHN Yy AeTeil u B3pocibiX BapbupyeT. [Ipu TskenoM TeueHuH B

KJIMHUYECKOH KapTUHE MpeoliamaeT OBICTPO MPOTrpecCHUpYIONIas 3aJepikKKa ICHXOMOTOPHOTO
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pa3BUTHSA, TOHHMKO-KIIOHMUYECKHUE CYIOPOXKHBIC MPHUCTYIBI, IMOBBIIIEHHAs BO30YIUMOCTbD,
runeppeIeKcus, MbIIIEYHAs JUCTOHUS (THIIOTOHHS MBIIII] TYJIOBHUINA, TUIEPTOHYC MBI
KOHEYHOCTEH), CHACTHMYECKUH TeTpamape3, a TaKKe OSKCTpAalUupaMUIHBIE  CHMIITOMBI
(xopeudopMHbIE TUNEPKUHE3bI), HApyIIEHUE TOXOIKH, TPEMOp, aTaKCusi, paccTpoilcTBa
[JIOTaHMsl, TUIEpcaIuBalsa, HAPYLUICHUS TEPMOPETYISAIUH, MCeBOOYIbO0apHbIE pPaccTPONCTBa,
OKYJIOTHpHBIE KPHU3bl (3MH30JMUECKOE COAPYKECTBEHHOE OTKJIOHEHHWE TJia3, OOBIYHO
HaNpaBICHHOE BBEPX M JaTepalbHO). B HEKOTOpBIX cCilydasx HaOIIOJAIOTCS HM3MEHEHUS
BBIPQXCHHOCTU HEBPOJOTMYECKMX CHUMIOTOMOB B TEUEHHE CYTOK: YXYALIEHHUE BO BTOPOM
MOJIOBUHE JHS, a YTpOM, Ioclie cHa — YyiydiieHue coctosHus. llpy A u C tume BHas-
nepunutHeIX '@ A yacto BecTpeuaercs mukponedanus. Jlerkue gpopmbr BHa-nepummraeix ['OA
MOTYT IIPOTEKATh C MUHUMAJIbHBIMU KIIMHUYECKUMU ITPU3HAKAMU.

[ToBpimenune koHneHtpauuu PA B miuazMe KpoBH mnanueHToB ¢ BHs-peduuurHbiMu
['®A MoXxeT CHIBHO BapbUpoBaTh OT HeOodbinoi (He Oonee 360-600 MKMOJIB/IT) 1O OYEHB
BBICOKOH (2500 MKMOJIB/JT), CXOTHOM ¢ TaKOBOM Ipu Kiaccndeckoit DKY.

VY gactu namuenTtoB ¢ nedexramu rena GCH1 npu poxxaennu conepxanne @A B KpoBU
MOJKET OBITb HOPMAJIbHBIM (TaKue CIy4an He OYIYyT BBISABICHBI IPU HEOHATAIILHOM CKPUHUHTE),
HO no3/1Hee KoHleHTpaus PA nepuoandecky MOKeT MOBBIIIAThCA. B TKaHIX 1 OMOJOrMYeCcKUX
KUJKOCTAX MallMeHTOB OOJIBHOTO OIpEAENsSeTcs] Pe3KOe CHIKEHHE COJIep)KaHHsS KOHEYHBIX
MeTaboIUTOB OMOT€HHBIX AMUHOB — I'OMOBAHUJIMHOBOW U 5-TUJIPOKCUMHOIYKCYCHOM KUCIIOT.

Henocratounocrs 6-mupyBomarerparuaponrepuucunrerasbl  (BHs—nepunurnan
I'®PA tun A).

DTOT BapHWaHT SBISICTCS HawmboJyiee pacnpoCTpaHEHHBIM, OH o0yciaBimmuBaeT okoio 60%
Bcex ciydaeB ['®A ¢ nedpunurom BH4. IlposBasercs B Tspkenoil (LeHTpajibHas) 1 yMEPEHHOU
(mepudepuueckas) dopmax. I[lepBas, Hanbonee yacto BcTpevaromascs (80%), Tsxenas Gopma
COIIPOBO’KIAETCS BBIPAKEHHBIM CHIDKEHHEM COJEp)KaHUS OMOTeHHBIX aMHHOB CEPOTOHHMHA U
KaTeX0JIAMHUHOB B IIePeOPOCTTMHATBHOM KUIKOCTH (JIMKBOPE).

IIpu Tsxenoit ¢gopme HecneuuUUECKUE CHUMITOMBI MOTYT MPOSBIATHCA C IEPBBIX
Heslenb JKM3HM peOEHKa: MBIIIeYHas TUIOTOHHMS, BSJIOE COCAHHE, CHIKEHHE JBHraTelIbHOMN
aKTUBHOCTH. HeKoTOpble JeTH pOXKIAIOTCS C MpHU3HAKaMM 33JEPKKH BHYTPUYTPOOHOTO
pasBuTus. HapyimieHuss co CTOPOHBI IEHTPATbHONW HEPBHOW CHUCTEMBI OOBIYHO CTAHOBSTCS
3aMETHBIMM B BO3pacTe OKOJO 4 MecsAneB. be3 NpUMEHEHUs MaTOreHEeTHYECKOW Teparuu y
NAIMEHTOB OTMEYAIOTCSl COHIIMBOCTb, Pa3paKUTEIbHOCTD, MBIILIEYHAs IUCTOHMSI, TUTIEPKUHESHI,
TUIIEPTEPMHES, THIEPCATUBAMA U TPYAHOCTU C TJIOTAaHUEM, Jajiee K yKa3aHHBIM CHMIITOMaM

MPUCOCAUHAIOTCA cyaoporu (TOHI/IKO -KJIOHNYCCKHCE, MI/IOKJIOHI/I‘ICCKI/IG) , Pa3BHUBACTCA
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YMCTBEHHasi oTcTtaioctb. Ilpum a3Toli (dopme yacto Habmomaercs wmukponedanus [70].
[lepudepuyeckas  opma  XxapakTepu3yercs  HE3HAYHTEIHHBIM  CHIDKEHHEM  YPOBHS
HellpoMeuaTopoB, HeBbICOKOM ['DA, Oosiee OJArONpPUATHBIM KIMHUYECKUM TEUEHHEM C
no3aHeld Manudecranueit 1 ymepeHubiM nopaxenueM [{HC. Yxyamenue coctostHus 60JIbHOTO
OOBIYHO MPOUCXOTUT B TOJPOCTKOBOM BO3pacTe MU MPOSIBISETCS HEMPOBEreTaTUBHBIMH U
00JIEBBIMU ITPUCTYIAMHU.

Henocrarounocts ryano3smnrpudocharuukiaoruaposaassl 1 (BHs—nedpuunrHas
I'®A tun B), npusogsmas k kiauauke ['DA-BH4B [6], takxke Bo3biBaroT JJODA-3aBUCHMYIO
JUCTOHUIO, KOTOPAasi MOYKET HACJIENOBATHCS IO ayTOCOMHO-JOMHHAHTHOMY Tuily. llammeHTsl
UMEIOT TPOTrPECCUPYIOIIYI0 HEBPOJOTHYECKYI0O CHUMIITOMATUKY, OOBIYHO IPOSBISIOLIYIOCS
MsArge, yeM Ipu kinaccudeckon @KV B 0TCyTCTBUM JIeUEHUS.

Henocrarounocts aurunapontepuaunpenykrassl (BHs—nepuuurnas 'dPA tun C).
Knunuueckue nposiBiieHus 3Toi GOpMbI CXOKHU € KIIMHUKOU Tipu apyrux ¢popmax ['OA-BHa.

Henocrarounocts nrepuH-4-o-kapOuHonamuuaerunaparassl  (BHs—aedpunurnas
I'®PA Tun D) xapakrepudyerci J00pPOKAYECTBEHHBIM, MAJIOCUMITOMHBIM TEYEHHUEM
3aboneBanus. [6].

Henocratounocrs  cemuantepuHpeaykrasbl  (JO®PA-3aBucumMasi  AUCTOHHSA).
Onucannele cinydaum JedexkroB reHa SPR He compoBoxkmaroTcs rurnepgeHmIaTaHHHEMHACH.
Knuuunueckue nposisinenus cxoansl ¢ [ DA-BH4 [64].

B wMmamendyectBe MOryT oOTMeuaThCsi HecleUU(DUUECKHE CHUMIITOMBL:  3aJepiKKa
MOTOPHOTO Pa3BUTHUSI U HU3KUI MBIIIEYHBIH TOHYC. 3a0olieBaHHE OOBIYHO pa3BUBAETCS Ha
MEePBOM TOJIy >KH3HHU, MPOSBISACH NUCTOHUEH, 3a/IepkKKON (popMUpOBaHUS IBUTaTEIbHBIX W
pEYEBBIX HABBIKOB, MBIIIEYHOU CI1a00CTHIO, IIEHTPAIILHON TUIIOTOHUEH, a TaKXKe OKYJIOTUPHBIMU
KpU3aMHU; BBIPAKEHHOCTh CHUMITOMOB KOJEOJEeTcs B TEYEHHE CYTOK (HOUBIO HaOiromaercs
yXyJIIIeHWEe, YTPOM, IOC/ieé CHa — YIiydlleHue cocTosiHus). llo3nHee wacTto pa3BUBArOTCA
HapyIICHUs CHA U MCUXOJIOTHYECKHE PacCTPONCTBA (TPEBOKHOCTD, Pa3apaKUTEIbHOCTh). Yacto
BO3HUKAIOT WHTEIJIEKTyaJlbHbIE HApyIIEHUs, HO Y MHOTMX OOJIbHBIX HaOJIOJAOTCS TOJIBKO
JIETKWE WM YMEpPEHHBbIE TPYIHOCTH MpU 00ydeHuu. Pexxe pa3BUBAIOTCS TaKHe CHMIITOMBI, KaK
MapKUHCOHU3M (TpeMop, OpaIMuKHHE3HS, MBIIIIEYHAs! PUTHAHOCTD, 3aCTHIBIIIEE JIUIIO), TU3APTPHS,
rutneppedIIeKcus, MOBBIMICHHBIH TOHYC MBI KOHEYHOCTEW, BETeTaTWBHBIC HapymieHus. Bo
MHOTHX CIIy49asX JUCTOHHMS W BBIPAXEHHBIC KOJEOAHUS CHUMITOMATHKHA B TEYEHUE CYTOK
MPOSIBIISIOTCS JIUIIG Ha OoJiee O3AHEH cTaanu 3a00IeBaHus.

[Tockonbky mpu 31O dopme OonesHu He Habmomaetrcs nosbiieHne A B KpoBH, a

MOJXO/bI K TEpanuy MPUHIMIIMAIBHO OTIMYAIOTCA OT BCEX APYrux (GopMm HapylieHuil oOMeHa
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@A, Oonee neTalbHOE OMHMCAHWE HEJOCTATOYHOCTH CEMUANTEPUHPENYKTa3bl HE NPUBEIECHO B
JAHHBIX KIMHUYECKUX PEKOMEHIAlUsIX.

I'DA 0e3 nepuuura TerparnapodéuonTepuHa, 00ycJOBIeHHAST MYTAallUsIMH B TeHe
DNAJC12.

Hannast ¢hopMa OOBIYHO BBISIBISIETCA MPU CKPUHHMHIE HOBOPOXKIEHHBIX. KimHHYeckue
cumMnToMbl cxonHbl ¢ ['®A-BHs4—nmedunutaeiMu  dopmaMu: 3ajepkka MCUXOMOTOPHOTO
pa3BUTHUSA, TOBBIINICHHAs BO30YIMMOCTh, TUmeppedICKCUsi, MBIINICYHAas IUCTOHHS, B Ooiee
CTaplIeM BO3pacTe — pa3jInyHasl CTENEHb HAPYIICHUS WHTEUIEKTa. Y HEKOTOPHIX MAIMEHTOB B
netcte pasBuBaercs JJODA-3aBucHMBIN TapKUHCOHOMOA00HBIH cuHapoM. [Ipu naboparopHom
WCCJICIOBAHUM BBISBISIOT NE(PUIIUT JONMAaMHHA, CEPOTOHMHA B CIIMHHOMO3IOBOM JKUJIKOCTH, U
HOPMAaJIbHBIA METa00JIU3M TeTparuapooduonTepuna [65].

Takum 006pazoM, MOKHO BBIAENUTH 11ecTh GopMm DA, pasnuyarommxcs mo noaxoaaM K
JIUarHoCTHKe, JiedeHUut0o W HaOmoaeHuio: DAI-mepunurHas ['DA, nerkas dopma (HE
TpeOyrommast Teparuu a0 ronxa), DAIl-nepunurHas ['DA ymepennas dopma, TpeOyromas
tepanun; OAl-nepunutHas DA, Tsokenas ¢popma, TpeOyromas Tepannu; DAI-gedunnTHas
['®A, gyBcTBUTENBHAS K Tepamuu carnpontepuHoM™*; BHa-nedunutasie ['A; marepuHckas

OKYV (knaccuyeckas (peHUIKETOHYpUs, 0€PEMEHHOCTH ).

2. InarnocTuka 3a00J1eBaHUS WJIN COCTOSIHUA (TPyNNbI 3a00/1eBaHUI HIIH
COCTOSIHUII), MEIMIIMHCKHE MOKA3AHUSA U MPOTHUBONOKA3AHNS K IPUMEHEHHU IO

METOA0B JTHMATHOCTHKH

Kpumepuu ycmanosnenusn ouaznosa.
I'nasnvim  kpumepuem oOuacnocmuku @A  aensemca nosviuenHoe cooepircanue

Genunananuna 6 kposu eviue 2,0 me/on (120 mxmonv/n), Komopuwlli onpeoensemcs, 6 nepeyio
ouepedb, NPU HEOHAMAILHOM CKPUHUHZE.

Huaenoz I'PA noomeepoicoaemcss npu HAIUYUYU UIU  OMCYMCMEUU  XAPAKMEPHLIX
KAUHUYECKUX —NpOsGIeHUll 3a0071e6anus 6 COYemaHuu C NOBbIUEHHBIM —COO0ePIHCAHUEM
Genunananuna 6 kposu. /lnsa eepuguxkayuu ouacHo3a HeooxXo00UMo OONOIHUMENbHOE NPOBEeOeHUE
MOJIEKYIAPHO-2eHEeMU4ecKo20 mecmupoeaHus u onpedeneHue COOMHOULEHUS]
Genunananuna/muposuna.

Obpawaem 6Humauue, 4mo, CO2NACHO mMpeDOBAHUU K paspabomke KIUHUYECKUX
pexkomeHOayull, K  KAMXCOOMY  ME3UCY-PEKOMEHOayuu  HeobXo0uMo  YKA3bléamb  CUTLY
pekomeHOayuil U OoKkazamenvHylo 0a3y 8 COOMEemcmeuu co WKALAMU OYEHKU VPOBHS.
docmogeprocmu ookasamenvcms (Y1) u yposus yoeoumenvnocmu pexomenoayuti (YVP). [lns
mHoeux mesucos YYP u YIJI 6yoem Huskum no npudure OmMCYymcmeus NOCEIUeHHbIX UM
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KJIUHUYECKUX — UCCACO08AHULl  8bICOKO20  OUBAUHA. Hees’upa}z Ha 5mo, OHU A6JAIMCA
HeoOX00UMbIMU INeMeHmamiu 00C1e008aHUs nayuexma onst ycmaHoe8/1eHUA ouazsnosa u ebz50pa

MAaKkKmuKu jled4eru-.

2.1 Kaa00bl 1 aHAMHE3

bonpmmmHcTBO manmeHToB ¢ ['A  AMarHOCTUPYROTCS IPU NPOBEAECHUM MacCOBOIO
CKpUHUHIAa HOBOPOXJEHHBIX U TIPH CBOEBPEMEHHOM HAa3HAYEHHUU CHELMATU3UPOBAHHON
JTUeToTepanuu 3a00JIeBaHNe IPOTEKAET OECCUMIITOMHO.

CriekTp BO3MOXKHBIX 5kajio0 y marnueHToB ¢ ' @A, KOTOpbIM TUarHo3 yCTaHOBIIEH MO3THO
WIM TpU OTCYTCTBUHU JICUEHHUS, MOXET OBITh BeCbMa IIUPOKUM U 3aBUCHT OT (HopMmbl
3a00JieBaHUs (KJIACCUUECKON MIJIM HEKJIACCUYECKOM), U MHAUBUAYAIbHBIX OCOOEHHOCTEN TeUeHUs
6oute3nu [6].

Kanoosr npu DPAI-gepunuthHoii 'PA (kaaccudeckoit PKY): obOmas 3amepkka
pa3BUTHS, 3aJIepKKa POCTa, 3aJIepKKa PEUYEBOr0 Pa3BUTHUS, 33/E€PHKKA COLMAIBHOTO PAa3BUTHI,
UHTEJUIEKTyaJbHAass HEIOCTaTOYHOCTh, AHOMAUM TOBEACHHSA, JeQUINT BHUMAHUS U
TUIIEPAaKTUBHOCTh, ayTOArpeccusl, AEMPECCUBHOCTh, ayTU3M, HapylIEHUE MaMATH, CYIO0pOKHbIE
MPUCTYIBI, MBIIIEYHAs TUIOTOHUS, TUIIEPTOHYC MBI KOHEYHOCTEH, TpeMop, moreps
JIBUTaTEIbHBIX HABBIKOB, TOIIHOTA, PBOTA, aHOMAJbHBIM 3amax MOYHM, MOTEps 3JIAaCTUYHOCTHU
KOXH, TUIONUTMEHTAlMsl KOXHM W  BOJOC, DOK3€Ma, KarapakTa, MuKpouedanus,
runepdeHnnanianiHeMuss M CcHwkeHue axkTuBHOocTH @DOAIT mo 1gaHHBIM  J1a00OpaTOPHBIX
UCCIIEIOBAaHMM, KalbLIMHATHI TOJIOBHOTO MO3ra, MOpaKeHHe Oeoro BellecTBa roJI0BHOTO MO3ra
o pezynbraraMm MPT uccienoBanus.

Kanoobr npu BHzi-nepuuurnbix I'dPA (Moryt coxpaHarbcs Ha (QoHE COONIOACHUS
queTsl ¢ orpaHndeHneM PA): 3aTpynHEHUs TPYIHOTO BCKAapMIIMBAHUSA, 33J€p’KKa MOTOPHOIO
pa3BUTHL, MUKpoLe(danys, MOBBIIEHHOE CIIOHOOT/AEICHNE, HapyILIEeHHsI TJI0OTaHUsl, COHJIUBOCTb,
NITO3, IUXOPAJ0YHbIE MU30/bl, IKCTpAllMpaMHIHbIE HapYyLIEHUs (IApKUHCOHU3M, XOPEOATETO3,
Xopesi), SMU30/bl KPaTKOBPEMEHHOTO OBICTPOTO COKPAILIEHNUE MBIIIII.

Pexomenayercsa uckimounts ['DA BceMm marueHtam Jiro0oro Bo3pacra 0€3 yCTaHOBIEHHOTO
panee gauarHo3a ['DA, HMeEONMM XapakTEpHbIE KIMHUYECKUE IIPOSIBICHMS, TaKHE Kak
OTATOIIEHHBI  CceMeHWHBbIi aHaMHe3 (TIOBTOpHBIE TIOTepH OEPEMEHHOCTH, 3ajepKKa
BHYTPUYTPOOHOTO DPAa3BUTHSA, BPOXKJIEHHbIE IOPOKH pa3BUTHs IUIO/A, BKIIOYAs JIIOOBIE
KOMOMHAIMM CIEeIYIOIUX TOPOKOB: MHUKpoledanus, MOPOK Pa3BUTHUS TOJOBHOTO MO3ra,
BPOXKJICHHBI TIOPOK CEpAIla, TMOPOK PAa3BUTHS KOHEYHOCTEH, TPaXEOMHUIIEBOJAHBIA CBHII);
SMUJIETICUS; pa3fInyHasi CTETIeHb YMCTBEHHOW OTCTAaJIOCTH; MPOOJIEMbI C MOBEACHUEM, BKIIIOUYas

paccTpoiicTBa ayTHMCTUYECKOTO CIIEKTpa; SKCTpanupaMUIHbIE HapylleHHs (B TOM 4YHUCIE
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MapKUHCOHOMOJO00HBIE HAPYIIEHHUS y B3POCIbBIX); 3aTXJBbIH («MBIIIMHBINY», «BOIYHII») 3amax
Tella; K3eMa; CHIDKEHHE IIUTMEHTALMH KOKU M BOJIOC C 1IeJIbI0 YTOYHEHUS TuarHosa [2]
YpoBeHb yoenuteasHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 5)
Pexomennyercst ucknounts ['DA y KEHIIMH PENPOIYKTUBHOIO BO3pacTa, HE MMEIOLIUX HU
OJIHOTO 3[I0pPOBOr0 pebeHKa M HMEIOUIMX B aHAMHE3€ HEBBIHAIIMBaHUE OEPEMEHHOCTH WM
POXKIEHHE IOTOMCTBA C IOPOKAaMHU pPa3BUTHS, BKIIOYAs JIOO0YI0 KOMOWHAIUIO 3aJIeP>KKU
pasBUTHS IUI0Ja, MHUKpOLE(HATHIO/TIOPOKH PA3BUTHS TOJOBHOTO MO3Ta, BPOXKACHHBIA IMOPOK
cepaua, IOpPOKM pa3BUTUS KOHEYHOCTEW, TpaxeolNUUIEBOAHBIM CBUI] M Jp. C LEJIbIO
po(UIAKTUKA POKICHHS OOJIBHOIO peOeHKa B ceMbe [2].

YpoBeHb yoenuTeabHocTH pexkoMenaanuii C (ypoBeHb 10CTOBEPHOCTH JI0KA3aTEJIbCTB — 5)
Pexomenayercst mpoBOoauTh cOOp  TIEHEATOTMYECKOr0  aHamMHe3a Yy  MalUeHTOB ¢
BBIIIICOMMCAHHBIMU KaI00aMHU C IENbI0 BBISIBJICHHSI CIIy4aeB BHYTPUYTPOOHOI rubenu mioga ot
HEYCTAaHOBJICHHBIX IPUYMH, CIy4yaeB paHHEH JAETCKON CMEPTHOCTH, a TaK)K€ MHBAJIMJIOB JIE€TCTBA
B CEMbC U YTOUYHEHHS JAUarHosa [2].

YpoBeHb yoenuTeIbHOCTH pekoMeHaanuii C (YpoBeHb I0CTOBEPHOCTH JI0KA3aTEIbCTB — 5)

JKanobwir u anamnes maxoice onucambvi 6‘p6130€]l€ CKIUHUYeCcKas kapmuHay.

2.2 duzukajabHoe 00cae10BaAHHE

PexoMeHnayeTcsi TIpOBEICHHE AHTPOIIOMETPUUYECKUX HCCIEJOBAaHUN BCEM TMAalMEHTaM C
nozo3penueM Ha ['DA ¢ 1enbio BISBICHUS OTCTaBaHus B puznveckoM pazButuu [3].

YpoBeHb yoenuteabHocTH pekoMenaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KommeHTapuii: neobxo0umo nposooumes OYeHKYy COMAMUYECKO20 U HEeBPON0SULECKO20

cmamyca, OCHOBHbIX ARMPONOMEMPUHLECKUX noxaszameietl.

2.3 JIaGopaTopHbIe JTHATHOCTHYECKHE MCCAe10BAHUS

PexoMeH10BaHO WCCIIEIOBAaHHE aMUHOKHCIOT ¥ AlMJIKAPHUTHHOB B CYXOM IIATHE KPOBH
MetonoM TaHaeMHOi Macc-criektpomerpun  (03.E04.01.003.032) B pamkax mOpOBEICHUS
pacUIMpEHHOr0  HEOHATaJbHOTO  CKPUHMHIA  HA  HACJIEACTBEHHble  3a00JieBaHUA
(13.BY0.02.002.000) BceM HOBOPOXKIESHHBIM JUISI HCKITFOUEHHS KIIACCHUYECKOH (PEeHMIKETOHYPHU
U Ipyrux BUIOB runepdenmnatannaemun [138,139].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5)

Pexomenayercst uccienoBaHue ypoBHS (EHHJIATaHWHA B KpPOBH B paMKax IPOBEIEHUs
HEOHATaJbHOIO0 CKPUHUHIA BCEM HOBOPOKIEHHBIM C IENbI0 (POPMUPOBAHHUS TPYMI PUCKA IO

T®A [1].
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YpoBeHb yoeauTeIbHOCTH PeKOMeH1alun B (YpoBeHb J0CTOBEPHOCTH 10KA3ATEIbLCTB — 3)
KoMmMeHTapum: cxema HeonamanbHo2o CKpuHuHea npueedena 6 npunodxcenuu b. Ckpununzosoe
obcnedosanue na I'PA omeeuaem 6cem NPUHAMBIM KPUMEPUAM NPOBEOCHUS MACCOBO20
CKpUHUH2A, BKIIOYAs COOMHOUleHUe 3ampam U 6vi2o0bvl. [l CKPUHUH208020 UCCIe008AHUSA
Hanpaeisaiomes cyxue HNAMHA KpPOBU 6 YCMAHOBIEHHble CPOKU 6 CHeyudiu3supo8aHHy
1abopamopuro  HeOHamanibHO20  CKPpUHUHeA — KOHKpemHoz2o  pecuona.  Obwenpunamoie
peepencnoie 3nauenus @A kposu 0-120 mxmonv/n (0-2 me/on).

Pexomenayercst wuccieoBaHUE YpOBHSA (EHWIATaHWMHA B KPOBHM BCEM IMAaIlMEHTaM C
nogo3penreM Ha ['DA ¢ nesbro npoBeacHus auarnoctuku [' A [2].

YpoBeHb yoenuteabHocTH pekoMenaanuu C (YpoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
Pexomenayercsi TOBTOPHOE HCCIIEOBaHUE YPOBHS (PEeHHUIIATAaHWHA B KPOBU HOBOPOXKICHHBIM
JETSIM C TIOBBIIICHHBIM ypOBHEM (eHWIaJaHNHa MO pe3yilbTaTaM MEePBUYHOIO TECTa C LEJbIO
noarBepxaeHus ['OA [3, 125].

YpoBeHb yoenuTeILHOCTH peKoMeHAanuu B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 3)
PexomeHnayercsi B IpOIECCe KOMIUIEKCHOTO OIPEICTICHUS KOHIICHTPAIIMH Ha aMUHOKHUCIIOTBI U
AIWIKAPHUTUHBI B KPOBH METOJIOM TaHJEMHOW MAacC-CIIEKTPOMETPUHU OIPEACSATh YPOBEHb
dbeHmnanaHMHa W TUPO3WHA B KPOBH, a TaKKe COOTHOIIEHHE (EeHUITATaHUH/TUPO3UH BCEM
nanueHTaM npu nojo3peHur Ha ['DA B m0OBIX BO3PACTHBIX TPYMMNax C IENbIO BBISBICHUS
HapyIICHHsI COOTHOIICHNUS (peHUIIANIaHIH/THPO3HH [4, 5].

YpoBeHnb yoenurenabHocTu pekoMenanuu C (YypoBeHb 10CTOBEPHOCTH 0KA3aTEIbCTB — 5)
Kommenrtapuii: npu I'®A xonyenmpayua @A npesviuwaem 120 mxmonv/n (2 me/on). B Hopme
coomHoulenue penunaranun/mupo3un menee I, coomnoutenue bonee 3 yKazviéaem Ha 8blCOKVIO
seposamuocmo Hedocmamounocmu DAL [4]. Bonee maxcenvie popmol nedocmamounocmu PAI
C NOJHOU nomepell akmusHocmu Qepmenma (Hepeoko HaszvieaeMvle «kaaccuueckou DKYy)
conposodicoaromces nogviutenuem konyenmpayuu @A oonee 1200 mxmonv/n (20 me/on) [5].
PexoMeHnayeTcsi  MOJICKYJISIPHO-TEHETUUYECKOE HCCleoBaHMe MyTanmuid B reHe PAH
(pernnkeToHYpHs) B KPOBH BCEM MAllMEHTaM C KIWHUYecKuM auarHozomM OKVY wmm 'OA c
[ENbI0 TOATBEPKACHUS KIMHUYECKOTO JuarHosa, auddepeHnuansHoil AUarHOCTUKH U
oTpe/ieNIeHusT PUCKOB HACJIEACTBEHHOW ATOIOTHH B ceMbe [8-13].

YpoBeHb yoenureabHocTH pekoMeHaanuu C (YpoBeHb I0CTOBEPHOCTH /I0KA3aTEIbCTB — 4)
KommenTapuii: max owce ¢ yenvro ymouneHus: OuacHosa u npogederus oughghepenyuanvbHol
OUACHOCMUKU NPOBOOSIM MONEKYIAPHO-ceHemuyeckoe ucciedosanue cenos PTS, QDPR, GCHI,
PCBD, SPR, DNAJC12. Komnaekc uccredosanuii 0isi OUACHOCMUKY (DeHUTKEMOHYPUU BKIHOUEH

8 HOMEHKIAMypy MeOUYUHCKUX VCILY2.
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Aneopumm JIHK-ouaenocmuxu I'@A npeocmasnen 6 npunodicenuu A3.4.

Monexynapno-eenemuueckasa  ouacnocmuxka  ([[HK-Ouaenocmuka) moocem — Ovimo
npogedeHa ciedyrouumu MemooamiL:

1. Iouck wacmuix mymayuii 2ena PAH [8];

2. Cexesenuposanue no Ceneepy ecenos PAH, PTS, QDPR, GCH1, PCBD, SPR,

DNAJC12;

3. Ilanenvnoe, NOIHOIK30MHOE UIU  NOJHOCEHOMHOE  MACCOB0€  NAPALLENbHOE
CEeKBEHUPOBAHUE C NOCAEOVIOWUM NOOMBEPICOCHUEM Pe3YIbmamos Memooom
cexgenupoesanus no Ceneepy [9, 10].

Pe3ynomamoi eenomunuposanus mpaxmyomcs 6pavom-2eHemuKom U UCHOAb3YIOMC OJIA:

1. Cemetinoco koncynbmuposauus, onpeoenenusi pUcko8 HAC1e0CMEEeHHOU Namoaocuu
07151 POOCMBEHHUKOB NPOOAHOA, NIAHUPOBAHUSL OepeMEeHHOCMIU,

2. Jlugpgepenyuanvroti ouacnocmuxu PKY, BHa-0edpuyumnoii ' @A munos A, B, C, D,
HODA-3asucumort oucmonuu, ne-BHs-oepuyummnoit I'dA [8, 9, 10];

3. Onpedenenus  NOMEHYUANbHOU  YYBCMBUMENbHOCMU UMW  NOMEHYUATbHOU
HeuygcmeumenvHocmu nayuenmos ¢ @KV k mepanuu papmaxonocuueckumu
ananoeamu mempazuopoouonmepuna [11, 12, 13].

Hcxo0s u3 0annvix 2eHOmMuna MOX}CHO cyOums 0 NOMEHYUAIbHOM omeenme nayueHma Ha

mepanuio GapmaxoiocudecKkumu anaiocamu mempazuopoouonmepuna (canponmepun™*, BHs).
Ilpu ycnosuu, umo namoceHHvlli 6apuanm Xxoms Obl 00HO20 U3 ajllenell HpUeoOUm K
Gopmuposanuto benxka-ghepmenma, obradaweco OCMAMOYHOU AKMUBHOCNBIO, NAYUEHMY
ModHcem Oblmb peKOMEHO08AHO NpogedeHue Hazpy3ounozo mecma ¢ BHy4 (canponmepunom**).
Pexomenayercst B TIpollecce TMPOBEACHHUS KOMILUIEKCA WCCIEIOBAHUN Uil JTUATHOCTHKH
(ESHWIKETOHYPUU TMPOBOIUTH MOJICKYISIPHO-TEHETHYECKOE WCCIIEOBAHNE BAapUAHTOB B TE€HAX
PAH, PTS, QDPR, GCH1, PCBD, SPR, DNAJC12 B kpoBH BCEM TaICeHTaM C
runepdeHnIalaHnHEMUe, y KOTOPhIX HE BBISBICHO YacThIX MATOTCHHBIX BAapUAaHTOB B TEHE
PAH nns yrounenus ¢popmer 3aboneBanus [8-13].
YpoBeHb yoeauTeIbHOCTH peKoMeH1alun B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbLCTB — 3)
Pexomenayercst B TIpollecce TMPOBEACHHSI KOMILUIEKCA HCCICNOBAHUN Ui JTHAaTHOCTUKU
(ESHWIKETOHYPUU TIPOBOJMTH HCCIICIOBAHUE COJEP)KAHUS NTEPUHOB B MOYE TMAI[UEHTAM C
HEOJIHO3HAYHBIMU  pe3yJibTaTaMH  MOJICKYJISIPHO-TCHETUYCCKOW  JIMarHOCTUKH  W/WIH
HECOOTBETCTBHE TSKECTU KIMHUYECKOW KapTUHBI YpOBHIO DA KpOBH C IENbIO JAUArHOCTUKU
BHs-nedunurnoit DA [6, 7, 87].

YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — D)
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KommenTapmii: duacnocmuueckue 3nauenuss peHunanamuma u nNmMepuHo8 8 Kposu, Moue U
CRUHHOMO3208011 JHCUOKOCmU npedcmasienvl 8 npunodicenuu A3.3 [6, 7]. Ilockonvky degpuyum
BHs ob6veounsem epynny 3aboneéanuii, xomopvie MO2Sym — 8bIAGIAMbCSA C  NOMOWbBIO
HeoHamanvHo2o ckpununea Ha I'DPA, Ho e moz2ym Ovlmb UOEHMUDUYUPOBAHBL DYIMUHHBIMU
CKPUHUH2OBLIMU MEMOOAMU, CeleKMUBHbIU CKpuHuHe Ha Oegpuyum BH4 neobxooum xasicoomy
HOBOPOIICOCHHOMY C ypo8Hem ¢henunananuna 6 niasme eviwie 120 mxM/n, a makoace oemsm
cmapuieco eo3pacma ¢ I'PA u nesponocuveckumu CUMRMOMAMU, ) KOMOPBIX HE BblEeHbl
namoeenmvie eapuarmol 6 cene PAH.

Pexomenayercst B 1polecce MPOBEACHUS KOMIUIEKCA WCCIEIOBAHUN Uil JIMArHOCTHKU
(eHUIKETOHYpUHU MPOBOJUTH HATPY30UHBIN TECT C CamponTepuHOM™** (B TeueHue He MeHee 48-
4acoB) MallMEHTaM cTapiie rojga ¢ MyTtanusMu B reHe PAH, kotopeie acconuupoBaHBI C
YyBCTBUTEIHHOCTHIO K BH4 ¢ menpio onpenenenus oTBera Ha KopakTopHyro Tepanuio [3, 5, 12,
15].

YpoBeHb yoenuteabHocTH pekoMenaanuu C (YpoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
PexoMeHyeTcsl MCIOJIB30BaTh MAaKCHUMAIBHYIO JTO3UPOBKY #campornrtepuHa** (20 mr/kr) mis
MPOBEJCHUSI HArpy304HOrO0 TeCTa Yy BCEX MAIMEHTOB C IIeNibl0 0ojiee OOBEKTUBHOM OIEHKU
otseTa [5-7].

YpoBeHnb yoenureabHocTH pekoMenanuu C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
He pexomenayercsi omnpenenenue aktuBHOCTH (pepmenta DAl B meuenu namuentam ¢ ['OA
JUIsL CKpUHUHTA WJIM IPYTMX JHAarHOCTHYECKHX TECTOB C II€JIbI0 MCKIIIOYEHMs MPOBeACHUS 0e3
KpaiiHeil HeoOXOAMMOCTH MAaHMITYNAIHMA, COMPOBOXKIAIOMIMXCS BBHICOKMM PHUCKOM DPa3BUTHS
ocioxHeHus [4].

YpoBeHnb yoenurenabHocTu pekoMenanuu C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KommenTapuu: axmusnocmo gpepmenma DAL modxcem 6vimob onpeodenena moabko 6 mKAHAX
neuenu U Novex, NONYYEeHHbIX 6 pe3yivmame Ouoncuu. Beuody 6vicOKUX pucko8 oCloMCHeHUl
Memoo He UCNONb3YeMCsl Ol CKPUHUH2A WU OPY2UX OUACHOCIMUYECKUX mecmos [4].
Pexomennayercss mpoBeneHHe o0Omero (KIMHUYECKOr0) aHajdu3a KpOBH, aHaliM3a KpOBU
OMOXMMHUYECKOro 00IIeTepaneBTHYECKOro, 00Iero (KIMHUYECKOr0) aHalu3a MOYH, NallueHTaM
¢ 'DA mpu mnpoBeneHUHM HArpy304YHOTO TeCTa C CalpONTePUHOM™™® ¢ TeNbI0 OICHKH
(YHKIIMOHAJIBHOTO COCTOSIHUS BHYTPEHHUX OPraHOB M HYTPUTUBHOTO CTaTyca nauueHTa [44, 94,
131].

YpoBeHnb yoenureabHocTH pekoMeHaanun C (YpoBeHb JOCTOBEPHOCTH J0KA3aTEJbCTB — D)
KomMmeHnTapuu: npu e6uinonHenuu o0we20 (KIUHUYECKO20) aHANU3Ad KpoBu NpPOBOOSM

uccnedosanue YposHs 00we20 2eM02100UHA, IPUMPOYUMOS, JIEUKOYUmMos, mpomooyumos 6
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KpoO8U,  OYEHKY  2eMamoKpuma, UcCCie008aHue CKOpOCMU  OCeOaHUs  dPUmpOYUmos,
oughghepenyuposannvlil noocuem 1eUKoyumos (1eUkoyumaphas oopmyia).

Pexomenayercs uccieoBaHue oO0miero (KIMHUYECKOT0) aHalM3a KPOBH BCEM IAllUEHTaM C
I'®A nns omneHKH OCHOBHBIX NApaMeTpPOB KPOBETBOPEHUS M HAIUYUS  BOCHAIMTEIIbHBIX
mporeccos [90, 95, 119, 120].

YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 4)
Pexomenayercst uccienoBaHue o01iero (KIMHUYECKOr0) aHAIM3a MOYHM BCEM MAllMeHTaM C
['®A c uensto BeisiBieHus kpuctamutypuu [90, 93, 95].

YpoBeHb yoenuteabHocTH pexoMeHaanuii C (YpoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 4)
Pexomenayercsi TpoBeJeHHE aHAIM3a KPOBH OHMOXMMHYECKOIO OOIIETEeparneBTUYECKOTO
nauyeHTaMm ¢ ['@A ¢ 1elbl0 OUEHKU COCTOSIHUSI TMEYEHHU, MOYEK W BBISBICHUS OTKJIOHECHHM
BXHBIX OMOXMMHUYECKUX MTOKa3aTeseH sl nanpHenmei koppekuuu [90, 95, 112, 121].
YposeHb yoeauTeabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTeIbCTB — 4)
KomMmenTapuu: npu npogedenuu ananiusa Kposu OUOXUMUYECKO20 00ujemepanesmuiecKo2o
npoeoosim onpeoenerue aKmueHocmu acnapmamamuHompancgepasol,
ANAHUHAMUHOMPAHCPepasvl,  1aKMamoe2uopoeeHasvl,  Welounol  gocghamasel,  camma-
2MOMamMUImpancgepasvl 8 Kposu, Uccied08aHue YpoHs XoieCmepura JunonpomeuHos Hu3Kou
NJIOMHOCMU, X0JleCIepuna TUnONPOmMeUuHo8 8blCOKOU NIOMHOCIU 8 KPOBU, UCCIe008aHUe YPOBHS
00we20 OUnUPYOUHA, XOolecmepuHd, MpUueIuyepuoos, aibOYMuHa, 2nKo3bl, KpeamuHuHd,
MoueguHnbvl, 00we20 Oenxka, Hampus, Kaaus, o0we20 Kanibyus, UOHUSUPOBAHHO20 KANbUYUS,
Heopeanuyecko2o ¢ocgopa, Geppumuna 6 Kposu, onpeoeneHue COOMHOUEHUS OelKOBbIX
@pakyuti memodom snekmpoghopesa.

Pexomenayerca uccienosanue ypoHs 25-OH Burtammuna /I B xpoBu namueHtam ¢ ['@A ¢
HENbI0 TOJJEpKaHUsI OallaHca U CBOEBPEMEHHON KOPPEKIMH BaKHEHIIMX HYTPUEHTOB IMPHU
JTUETOTEpaNny, KaabllieBO-hochopHOro oOMEHa W  BBISIBICHUS OTKJIOHEHHUH  Ba)KHBIX
OMOXMMHMYECKHX MOKa3aTeJIeH JJIs JalbHeen koppekuuu [95, 121].

YpoBeHb yoenuTeILHOCTH peKoMeH1anuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 2)
Pexomenayercst omnpeneneHue ypoBHsS ButamumHa Bl2 (umaHokobamamMuH) B KpOBH,
UCCIIeIOBaHUE YPOBHA (DOJMEBON KHUCIOTHI B CBIBOPOTKE KpPOBH C IIENBIO CBOEBPEMEHHOM
KOPPEKLHUHU NP BISBIEHUU OTKIOHEeHM [95, 112, 121].

YpoBeHb yoeauTeIbHOCTH peKoMeH1auuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 2)
PexoMenayercsi ucciieloBaHUE YPOBHS TOMOLMCTEMHAa B KpoBU mnauueHtam c¢ ['DA 1o
MOKa3aHMSM C [EJTbI0 OIICHKH PHCKa Pa3BUTHI CEPACUHO-COCYAUCTRIX 3abomeBanwmii [111, 112].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEeNbCTB — 4)
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e PexomeHayeTcs onpeenieHue COOTHOIICHUS (peHMIaTaHnHa/TUPO3UHA KeHuHaMm ¢ ' @A npu

HACTYIUICHMH OCpEeMEHHOCTH C LENbI0 CBOEBPEMEHHOW MArHOCTHUKH/TPEAYIPEKACHHS
SIBJICHUI, BBI3BAHHBIX I€(PUIIMTOM TUPO3WHA/M30bITKOM (ermnnananuna [113, 132].
Yposenb yoenurensnocTu pekoMmenanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 4).
KoMMeHTaApUMH: npu npumeHeHuu 0cpanudumenbHoll ouemsl 603MONCHO pazeumue oepuyuma
He3aMeHUMbIX AMUHOKUCIOM, 6 HacmHocmu — mupo3una. HMccrnedosanue npo8ooumcs
Memoo0oM MAHOEMHOU MACC-CNEKMPOMEMPUL.

e PekoMeHayeTcsl HCCIICIOBaHNE YPOBHS IIIOKO3BI B KPOBH keHIIMHaM ¢ ' DA npu HacTymiieHnn
OEpPEeMEHHOCTH C 1IeTIbI0 KOPPEKLUH Teparnuu [72].

YpoBeHb yoenuTebHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeIbLCTB — 4)

2.4 UHCTPpYMEHTAJbHBIE JIUATHOCTHYECKHE MCCJIeTOBAHUS

e PexomeHayeTrcsi TIPOBEICHHWE MAarHUTHO-PE30HAHCHOM TOMOrpaduu TOJOBHOTO MO3Tra

nanueHTam co Bcemu Gpopmamu ['@A npu HANUYUM Y HUX HEBPOJIOTUYECKOW CUMIITOMATUKH JIJIS
BBISIBJICHUSI IPOTPECCUPYIONINX U3MEHEHHI Oesioro BemiecTBa Mo3ra [ 14, 45].
YpoBeHb yoenuTeILHOCTH peKoMeH1auu B (YpoBeHb 10CTOBEPHOCTH 10KA3ATEIbCTB — 3)
KommenTapuii: 6o3moocno npogedenue MacHUMHO-PE30OHAHCHOU MOMO2pAPUU  20T08HO20
M032a ¢ npuUMeHeHueM KOMOUHUPOBAHHO20 UHEANAYUOHHO20 Hapko3a. ¥V 90% nayuenmos ¢ I DA
Habnooaemcs npoepeccupyroujee nopajicenue 6en02o gewecmsa Mo32a 0axce npu OMCymcmeuu
Hegponocuyeckux Hapyuenuu. C 803pacmom y Heledenvix Ui Yuleowux ¢ ouemsol nayueHmos
usmenenuss na MPT 6onee svipaxcenvl. Cuumaemcs, ymo 6vlcokuil yposenb @A y HeleueHvix
nayueHmos nPensamcmeayem MueiuHu3ayuu HetipoHo8 Mo32d, 8 Mo 8peMs KaK 8 clyyde paHHe20
JeyeHus Gopmuposanue muenruna He Hapyuwaemcs. Iloepescoenue Mmuenunogou 000104KU
Modcem npoucxooums noo eirusHuem nogviuienus PA na ¢gone pacwupenus unu omkasza om
Oouemvl, a makxce 6 pesyibmame HU3KOU Komniaenmuocmu nayuenma [14]. Hacmoma
UCCne008anusi onpeoensemcs 6pavoM-CReyuaiucmom 6 3a8UCUMOCMU OM  KIUHUYECKO2O0
cmamyca.

e PexomeHayercsi NpoBeleHUE KOMIBIOTEPHON TOMOTpauM TOJIOBHOIO Mo3ra jaersm ¢ BHa—
nepurutHot ['DA mpu HaTMUMKM HEBPOJIOTUYECKOW CHMITOMATHKH JUISl  BBISBICHUS
kanbrudukaros [ 108, 133].

YpoBeHb yoenuTeILHOCTH 10Ka3aTeIbcTB C (YPOBEHD JOCTOBEPHOCTH PeKOMeHaauu — 4)

KomMmeHTapuii: 803mo00cHO npogedenue KOMNbIOMEPHOU MOMO2pAPUU 20106HO020 MO32d C
npUMeHeHueM KOMOUHUPOBAHHO20 UHANAYUOHHO20 Hapko3a. Ilpu omcymcmeuu neyeHus 6
0a3anbHbIX 2AH2NIUAX 20JI08HO20 MO324 (HOPMUPYIOMCA KATbYUpUKamsl, Komopsie Mo2ym Oblmb

0OHApYIHCEHb NPU KOMNbIOMepHOU momocpagpuu. Hccnedosanue oObIuHO npogooumcs oemsam
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cmapwe 3 nem. Y nayuenmos ¢ omkpvimvim pooHuukom ¢ I'DA 603modcHO nposedeHue
HelipocoHozpaguu 01 BbIAGIEHUS NAMONOUU 2011086H020 Mo32d. HYacmoma uccredosanus
onpeoensiemcs 8paioM-CneyuaIucmom 8 3aUCUMOCMuU Om KIUHUYeCK020 cmamycad.
Pexomenayercsi npoBeneHue snekrpodniedanorpadun (3317) mamuentam co BceMu GopmamMu
I'OA npu HanMuuM HEBPOJIOTMYECKOM CUMIOTOMATHUKHU JUIsl BBISIBICHHUS OSMWICITHYECKOU
akTuBHOCTH [91].

YpoBenb yoenuteabHocTH pekoMeHaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 4)
KommeHnTapum:  uacmoma  uccie0oganusi — Onpeoensiemcs — 6paioM-cneyuarucmom 8
3a8ucuMocmu om KIUHUYECK020 Cmamycd.

Pexomenayercst mpoBeneHUE YIbTPa3BYKOBOIO MCCIEAOBAHUSA IOYEK B CBS3U C BBICOKOM
BEPOATHOCTHIO pa3BUTHs y manueHToB ¢ ['DA mopakeHHs IMOYEK C IIENIbI0 CBOEBPEMEHHOMN
JUArHOCTUKU M TEPAIlMK JaHHBIX cocTosuuii [109].

YpoBeHb yoenutenabHocTn pekoMenanuii C (ypoBeHb 1I0CTOBEPHOCTH /I0KA3aTEIbCTB — 4)
KomMmeHTapum: o00viyHo 6 Kauecmge CKPUHUHS-OUACHOCTMUKU U OUHAMUYECKO20 KOHMPOTA
npogooumcs yivmpaseykogoe uccieooganue (Y3U) novex nayuenmam ¢ I'®A ona evisenenus
oucmemabonuyeckux Hegpponamuil, Heppokanvyurnosa. Yacmoma ucciedosanus onpeoensiemcs
8PAUOM-CNEYUATUCTOM 8 3A8UCUMOCTIU OM KTUHUYECKO20 Cmamycad.

Pexomenayercsi TpoOBeICHHE  PEHTTEHOJIEHCUTOMETPUHM  (UCCIIEJOBaHHE  MUHEPaTbHOU
IUTOTHOCTH KOCTHO# TKaHMW) y marueHToB ¢ [ DA crapiie 5 et s TMarHOCTHKUA OCTEO0Iopo3a,
BBISIBIICHHSI TPYIIIBI PUCKA 110 OCTEONOPO3y W MPUHATHs Tpoduiaktuaeckux mep [48, 50].
YpoBeHb yoequTeILHOCTH peKoMeH1aiuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 2)
KommeHnTapuu: yacmoma  ucciedosauusi  onpeoensiemcs  8pavyoM-cneyuaiucmom 8
3asucumocmu om KIUHUYEeCKo20 cmamycd.

Pexomenayercst perucTpanus SJICKTPOKApAMOTpaMMBI U TPOBEACHUE HXOKapAuorpaduu
nanenTam ¢ ['@A B cBs3u ¢ 0o0Jiee YacThIM BBISBICHHEM TMATOJOTUH CEPJCYHO-COCYAUCTOM
CHCTEMBI /IS CBOEBPEMEHHOW JTUArHOCTUKH U CTapTa/KoppeKiuu Tepanuu [134].

YpoBeHb yoenuteqasHoCTH 10Ka3aTebCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMeH AU — 4).
KommenTapuii: nposodumcs snexmpoxapouoepaghusi nayuenmam co ecemu gopmamu ['DA,
npu  HeobXo0uMocmu, N0  HOKA3AHUAM, dXokapouoepagus. Yacmoma uccredosanuil
onpeoensiemcs 8pavoM-cneyuaiucmom 8 3aUCUMOCU O KIUHUYECKO20 cmamyca.
Pexomenayercst peructpanus 3JI€KTPOKapAUOTpaMMbl W/WIHM IMPOBEJIEHUE 3XOKapauorpaguu
ManueHTaM ¢ HapylleHneM oOMeHa TeTparuapoOHoNTeprHa, MOIY4aloUM Ipenaparbl IPYIIIbI
N04B nodamuaepruyeckue CpeacTBa, ¢ LelIbio KOHTPOJIS MOOOYHBIX 3P QeKToB seueHus [87].

YpoBeHb yoenuTeabHOCTH 10Ka3aTeabCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAUH — 5)
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KomMmeHTapum: uacmoma  ucciedo8anusi — Onpeoensiemcs — 8padoM-cCneyuaiucmom 8
3a6UCUMOCMU OM KIUHUYECKO20 CMamycd.

PexoMeHnayercsi TIpOBEIEHHE JOMOJHUTEIBHOTO YJIBTPA3BYKOBOTO HCCJCIOBAHUS IUIO/A
OepeMeHHBIM JKeHIIMHaM ¢ ['@A ¢ 1enblo UCKIIYEHHsI BPOXKIECHHBIX aHOMaJIUN pa3BUTHUSA
wioxa [110, 142].

YpoBenb yoeauTeabHOCTH 10Ka3aTebeTB C (YPOBEHD JI0CTOBEPHOCTH PEKOMEHIAINH — 5)
KomMmeHTapum: nokaszano nposeoerue yibmpasgyKo8020 UCCIe008aHUs NA00d IKCNEPMHO20
ypoeus. Bcem bepemennvim ¢ I'@A nposooumcsa ckpuHuHe080€ YIbMpaz8yko8oe UCCied08anue
npu cpokax 6epemennocmu 11-14 nedenv, 18-21 nedeno u 30-34 Hedenu, a makoice
oononHumenvho 6 cpok 15-16 nedenv u 25-26 neoenv bepemennocmu. Yacmoma ucciedosanus

onpe()eﬂﬂemc;l epavdoM-cneyuailucmom 6 3aBUCUMOocCmu ont KiuHu4ecKkozo cmamycdad.

2.5 UHble fTuarHocTuyeckmue HccjaeI0BaHus

Koucynomayuu cneyuanucmos mocym okazwl8amvCs NAyueHmMam HaA pPA3HbIX 2mManax

OKA3aHUsL MeOUYUHCKOU NOMOWU, 8 MOM YUCLEe 8 NEPUOO OUACHOCMUKU 3aD01e8aHUS.
Pexomenayercss npueM (OCMOTp, KOHCYJIbTallMsl) Bpaya-T€HETUKA MEPBUYHBIA M MOBTOPHBIN
BCEM TMAaIeHTaM C YCTAHOBJICHHBIM TuarHo3oM ['@A ¢ 4acToToii, COOTBETCTBYIOIIEH BO3paCTy
MaIMeHTa, C HEeNbI0 Ha3sHAYeHHWs] M KOPPEKIMH JUETOTEPAIluH, OCYIIECTBICHHS KOHTPOJS 3a
aJICKBaTHOCTBIO €€ BhINOTHEHUs [16].
YposeHnb yoenuresbHocTH pekoMenaanuu C (YypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 5).
KomMmenTapuu: nposoodsm cobop anamuesa u xicanod, cocmasieHue poooCi08HOU, BU3VATIbHOE
uccnedosanue ¢ npogedeHuemM aHmponoMempuu: usmepenue pocmad, 6ecd, OKPYHCHOCHU 20N08bL.
Yacmoma — 6 3asucumocmu om eo3pacma nayuenma. llepsuunoe obcredosanue nayuenma
00JICHO ObIMb NPOBedeHo He no3onee 3 Hedelb dcusHu pebdenka. Onmumanvhas yacmoma
HaON0O0eHUsl, CO2NIACHO e8PONELICKUM PEKOMEHOAYUSM:

- 86 603pacme 0o 1 200a — we pedice 1 paza 6 2 mecaya

- ¢ 1 200a 0o 12 nem — ne pesice 1 pas 6 6 mecsyes

-c 12 00 18 nem — ne peoce 1 paza 6 6 mecsyes

- cmapuie 18 nem — ne peaice 1 paz 6 200

- npu bepemennocmu — He pedxce 1 paz 6 mpumecmp [16].

Coenacno mHenuio pabouetl 2pynnsvl pOCCUNCKUX IKCNEPMOB, UeNecO0OPAIHO NPOBOOUNb
bonee uacmoe HabIOOeHUe nayueHmos 8 gospacme 00 1 2o0a — e pedxce 1 paza 6 mecsay, c 1
200a — He pedice 1 pasza 6 3 mecaya, ¢ 7 nem - He pedice 1 paza 6 6 mecayes, cmapute 18 nem —
He peoice 1 pasz 6 200, y 6epeMeHHbIX — 6 3A8UCUMOCIU OM CPOKA 2ecmayuu, He pedce 1paz é 2

Heoeu.
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Ecnu smo He mooicem Ovbimb 6bINOIHEHO 68U0Y VOANEHHOCHMU MeCma JHCUmenbCmed
pebenka, ¢ nayueHmom 00JIAHCHA ObIMb HANANCEHA MENeKOMMYHUKAYUOHHAS c6513b [16].
s nogvluieHuss KOMIIAEHMHOCMU C 3aKOHHbIMU npedcmasumenamu pebenxa ¢ I DA 6ozmodxcho
3anoiHeHue UHGHOPMUPOBAHHO20 CO2NACUS O HEOOX0OUMOCmU cOON00eHUs mMpeOOBaHUll 8payd U
neuenusi (Ilpunooicenue A3.5).
Pexomenayercst mpueM (OCMOTpP, KOHCYJbTAIMs1) Bpaua-TeHETHKA OBTOPHBIN BCEM MallMeHTaM
C YCTaHOBJIEHHBIM JuarHo3oM '@ A ¢ 4acToToil, COOTBETCTBYIOLIEH BO3pACTy MALIMEHTA C LIEJIbIO
KOHCYJIbTUPOBAHUSI, Ha3HAYEHUSI U KOPPEKUUU TUETOTEPAllUU, OCYIIECTBICHUS KOHTPOJS 3a
aJICKBAaTHOCTBIO €€ BBIMIOJIHEHUS, Pa3bsICHEHHS PE3YJIbTATOB JJA00OPAaTOPHOTO TecTHpOoBaHus [16].
YposeHb yoeauTeabHocTH pekoMenaanuu C (YpoBeHb JI0CTOBEPHOCTH 0KA3aTeJILCTB — D)
KommenTapuu: npogsoodsm coop anammesa u x#canoob, u3yaivbHoe Uccied08anue ¢ nposeoeHuem
AHMpoOnoMempuu.; usMepeHue pocma, 8ecd, OKPYICHOCMU 20108bI.
Pexomenayercst mpuem (OCMOTp, KOHCYNbTallus) Bpada-IUeTO]Ora MEpPBUYHBIM BceM
MalMeHTaM C YCTaHOBJIEHHBIM jauarHozoM ['DA ¢ 1enpio JOMOJHUTEIHHOM KOPPEKIUU
nuerorepanuu [16].
YpoBeHb yoenuteabHocTH pekoMenaanuu C (YpoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KommenTapuu: xoncynemayusi épaua-ouemono2a noka3aHa nayueHmam ¢ yYeivlo OKA3aHus
CReyuanu3upoB8aHHol MeoOuyuHckol nomowu. Eciau 6 wmamnom pacnucanuu omcymcmeyem
8pau-0uemosioz2, KOHCYIbMUposanue no Ouemomepanuu nposooum 68pay-2eHemuK, 6pau-
eacmposnmepoinoe. Koncyremayus neobxoouma npu nepsutHom o6ciedo8anuu u oaiee He pexce
1 paza 6 mecay 6 meuenue 12 mecayes.
Pexomenayercst mnpueM (OCMOTp, KOHCYJIbTAlMsI) Bpaya-AUETONIOTa TOBTOPHBINM BceM
MalMeHTaM C YCTAaHOBJICHHBIM quarHo3oM ['DA st otieHkH 3G HEeKTUBHOCTH AUETHI [16].
YpoBenb yoenuteabHoCTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeIbLCTB — 5)
Pexomenayercsi mpuem (OCMOTp, KOHCYJbTallds) Bpada-TieuaTpa WIM Bpada-TepaneBTa
NEPBUYHBIN MallMeHTaM C YCTAaHOBJIEHHBIM JuarHo3oM I'DA mpu noctaHOBKE JUarHos3a u Jajee,
KaKaple 6 MecsleB, Ui OLEHKH OOIIEr0 COCTOSIHHSI 30POBBbS U OMNpPEIEICHHS] TaKTUKU
nanpHeimei repanuu [16].
YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
Pexomenayercsi mipueM (OCMOTp, KOHCYJIbTAllMs) Bpaya-T€HETHKA MEPBUYHBIA W MOBTOPHBIN
BCEM ManueHTaM ¢ noao3peHueM Ha ['@A u moarBepkaeHHbIM auarHo3oM ['A ¢ uenbro
onpenenenus Takthuku JIHK-mmarsoctuku, wHTEpHpeTanuy NOJNy4eHHBIX pe3ynapraroB JIHK-
TUarHocTuku [16].

YpoBeHb yoenuteasHocTH pekoMenaanuu C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 5)
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Pexomenayerca mnpueM (OCMOTp, KOHCYJbTaLMs) Bpaya-KapAHoJIora/ Bpaya-IeTCKOTro
KapAuosora MepBUYHbIA mamueHtaM ¢ ['@A ¢ 1enbl0 CBOEBPEMEHHOTO BBISBICHUS H/HIU
MOHUTOPUHTA KapJUOJIOTMUYECKUX U3MeHeHui [4, 5, 16, 45, 83].

YpoBeHnb yoeaureabHocTH pekoMenanuu C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeIbCTB — 5)
KomMmeHnTapuu: Heobxooumo nposooums Kapouoniocuueckoe 00ciedosanue, KOMopoe
sKaOUaem 6 cebsi nposedeHue sxoxapouocpaguu (npu nepeudHom 06c1ed08anuu U odaiee no
NOKA3AHUAM) U Pe2UCMPAYUIo S1eKMpPOoKapoOUopamMmbl, 8 OUHAMUKE — NO NOKA3AHUSIM.
Pexomenayercst mnpueM (OCMOTp, KOHCYJIbTAllMs) Bpaya-Kapauoyiora/ Bpauya-AeTCKOro
KapAuojora TOBTOPHBIA mamueHTamM ¢ ['PA 1o ToKa3zaHUSM JUIsi OLEHKH BBISBICHHBIX
KapIMOJIOTUYECKUX U3MEHEHUI U peleHus Bompoca o Tepanuu [4, 5, 16, 45, 83].

YpoBeHb yoenuteabHocTH pekoMeHaanuu C (YpoBeHb TI0CTOBEPHOCTH JI0KA3aTeIbCTB — 5)
Pexomenayercs rpuem (0CMOTp, KOHCYJIbTAllMsI) Bpada-HEBPOJIOTa MEPBUYHBIA U IOBTOPHBIM,
npu HeoOXxoaumocTH, manueHTaM ¢ ['@A mo mokazaHusIM JJIsi CBOEBPEMEHHOT'O BBISIBICHUS U
KOPPEKIIUH HEBPOJOTHYECKUX U3MEHEHHIA, T0100pa CUMITOMAaTHYeCKoi Tepanuu [16].
YpoBeHb yoenutenabHocTu pekoMenanuu C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
Pexomenayercst mpueM (OCMOTp, KOHCYJbTalusl) Bpada-o(TaabMOJIOTa IEPBUYHBIA BCEM
naiueHTam ¢ '@A (npu mepBuyHOM oOciefoBaHHMM U Jajnee He pexe | pasa B 3 rojna),
BKJTFOYAIONTUH OOCJIeI0BaHKE TJIA3HOTO JIHA (O(TaTbMOCKOIMIO) C IEIBbI0 BBISIBJICHUS TJA3HOU
narosioruu [16].

YposeHb yoenuteabHocTH pekoMenaanuu C (YpoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
Pexomenayercst mpuemM (OCMOTp, KOHCYNbTallMs) Bpada-TaCTPOIHTEPOJIOra TEPBUUYHBIN
MaIMeHTaM C YCTaHOBJICHHBIM JAUarHo3oM ['DA ¢ 1enbio BBISBICHUS TaCTPOIHTEPOTIOTHUECKUX
HapyIICHUH U oNpeaeseHus NajdbHeel TakTUKY jteueHus [16].

YposeHb yoenureabHocTH pekoMenaanuu C (YypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
Pexomenayercsi iprieM (OCMOTpP, KOHCYJIBTAIIMS) Bpada-IICHXHAaTpa NMEPBUYHBIA W TTOBTOPHBIH,
npu HEOOXOIUMOCTH, TAIlMeHTaM C YCTaHOBIEHHBIM AuarHo3oM ['DA ¢ 1enpl0 OIeHKH
NICUXUATPUIECKOTO CTaTyca, Ha3HAUYCHUS JICUCHUs, TPH HeoOXxoaumocTu [16].

YpoBenb yoeauTeabHocTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeIbLCTB — 5)
Pexomenayercst mpreM (TeCTUPOBAaHUE, KOHCYIBTAIMS) METUITUHCKOTO TICUX0JIOTa MEPBUIHBIN
U TOBTOPHBIN, MPH HEOOXOJUMOCTH, MAlMEHTaM C YCTaHOBJIEHHBIM AuarHo3oM ['DA c menbio
OIIGHKA W KOPPEKIWH TIICUXOJOTUYECKOTO COCTOSHHUS H  TICHXOJIOTO-TIEAarorHuecKoro
compoBokaenus cemb [30, 51, 52, 77].

YpoBeHnb yoenurenasnoctu pekoMenaanuu C (YypoBeHb T0CTOBEPHOCTH J0KA3aTEIbCTB — 5)
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KomMmmeHnTapuu: nayuenmam Heob6xo0umo mecmuposanue no ymeepiCOeHHbIM MemoouKam Oous
onpeoeneHus UHmMeNLIeKmyaibHo2o pazeumus. Llenecoobpasno nposooums ¢ 6 mecayes u oajee
He pedxce 1 pasza 6 6 mecsayes, 83pocivim — He pedice | paza 6 200.

Pexomenayercss mnpueM (OCMOTp, KOHCYJIbTallUsl) Bpada-CypA0JI0ra-OTOPHUHOJIAPUHI0JIOTA
nepBuuHblil manveHtam ¢ A, mo mokazaHusM, ¢ LENbI0 MCKIIOUEHHUS HApYyIICHUS CiIyXa Y
peOeHKa ¢ 3aIep)KKOM TEMITOB TICUX0-PEUYEBOT0 pa3BUTHSA [ 88].

YpoBeHb yoeIuTEeILHOCTH peKoMeH1anuu B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbCTB — 3)
Pexomenayercss mnpueM (OCMOTp, KOHCYJbTallusl) Bpada-IepMaTOBEHEPOJIOTa IEPBUYHBIN
narueHTaM ¢ ['@A ¢ 1enpl0 JAWArHOCTUKHM TATOJIOTHH KOXKHBIX IOKPOBOB M IOa0OOpa
PALMOHATILHOTO JICYEHHUS, IPU HATMYUU MOKa3aHUi [78].

YpoBeHb yoenuteabHocTH pekoMenaanuu C (YpoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
PexoMenayercss mnpueM (OCMOTp, KOHCYJbTAalMs) Bpada-dHIAOKPHUHOJIOTa/Bpada-IeTCKOro
SHIOKPUHOIIOTa TepBUUHBIM manueHTam ¢ DA ¢ uenplo yrouHeHus HapylleHUs (QyHKUIUU
SHJIOKPUHHOM CHUCTEMBI, P HAIMYUM MTOKazaHuu [3, 84, 85].

YpoBeHb yoenuTeabHOCTH pekoMeHanuu C (YpoBeHb I0CTOBEPHOCTH /I0KA3aTEIbCTB — 5)
Pexomenayercst ocMoTp (KOHCYJbTaIMs) Bpaya-puznoTepanesra namnuestam ¢ @A c¢ mensio
COCTaBJICHUS IJIaHa GU3HOTEPANIEeBTUYECKUX MTPOLEAYD, IPU HATMYUK [TOKa3aHui [86].
YpoBeHnb yoenurenabHocTu pekoMenanuu C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
Pexomenayercs 1rcriaHCepHBIN preM (OCMOTp, KOHCYJIbTalUsl) Bpaua-aKkyllepa-THHEKosIora u
TUCTIAHCEPHBIN MpueM (0OCMOTp, KOHCYIbTAIlMs) Bpaya-TeHeTuka >keHumHaMm ¢ @A Bo Bpems
0epeMEHHOCTH C LIENbI0 KOPPEKIHK Tepanuu 1 koHTpouist DA kposu [29, 72-74].

YpoBeHnb yoenurenabHocTu pekoMenaanuu C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

3. JleueHue, BKJIIOYAs MeIUKAMEHTO3HYI0 U HeMeIMKAMEHTO3HYIO TepaNuu,
AMETOTEPANNI0, 00€300,IUBaAHNE, MEAUIUHCKUE IOKA3AHUS U

IMPOTHBOIIOKA3aHUA K IPUMCHCHUIO METO0B JICUCHUA

OcHosHas yenw eueHuss — HOPMAIbHOe HelPOKOSHUMUGHOe U (husuieckoe pazgumue, d
MAaKice NCUXOCoyuaIbHas aoanmayus nayuenma. Jlyuwum cnocobom oocmudiceHuss Smou yeu
ABNACMCA CHUNCEHUE U pe2yNapHblll KOHMpoab codepicanusi PA 6 kposu nayuenma ¢ ' PA u
cmpemilienue COXpaHams 9Mom NoKazamenv 8 Yeieom mepanesmuieckom ouanasone. Beoenue
nayuenmos ¢ I'DA npeononacaem MyIbMUOUCYUNTUHAPHBIL NOOX00 C 00A3AMENbHBLIM
yuacmuem 8paveli-eeHemuKo8, epaveli-Ouemonozos, epaveli-mepanesnmos, epaveli-neouampos,
8paueli-Hespos0208, 8pAUel-KapoUuoi0206/0emcKux Kapouoio208, 8payeli-2acmpoIHmepoio2os,

MEOUYUHCKUX — NCUXOJI0208,  8PAYEl-NCUXUAMpPos,  epayel-(uzuomepanesmos,  epadeli-
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9HOOKPUHONI0208/0eMCKUX IHOOKPUHOII0208 U 8payell Opy2ux CneyuaibHoCmel, UMeowux onvim
8 JleyeHuu 3mo2o peoko2o sabonesanus [16].

Pexomenayercst Bcem nanuentaMm ¢ ['®A HauMHATH TUETOTEPANHIO C OTPAHUYEHUEM MTHUIIEBOTO
DA Kak MOXHO paHble (70 3-X Hexenb XHU3HM) IOC]E YCTAaHOBJICHHS IHAarHO3a, C IIENbI0
MPEIOTBPALICHUS TOBPEXKICHHUS [IEHTPaIbHOM HEpBHOM cucTeMsl [16, 17, 18, 96].

YpoBenb yoeauTeabHOCTH pekoMeHaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 4).
KomMmenTapumn: oOonvuiuncmeo cneyuaiucmos cuumaem, umo JedeHue HOBOPOHCOCHHBIX
credyem Hauunamos 00 Odocmudicenust o3pacma 10 oweir [16]. Yuumwisas, umo 3adepoicka
Hauana neyeHus Ha Kascovle 4 Hedenu npusoouna K cHudxcenuio nokasamensa 1Q npumepro na 4
oanna [18], yenecoobpasno nauunams neuenue e no30Hee 3-X Hedelb HCU3HU.

Pexomennyertcst BceMm nanuentam ¢ [ @A HaunHath jgeueHue, koraa konueHtpauus GA B KpoBu
>360 MKMOJIB/J, C LIeIbI0 U30€XKaTh OTPUILIATEIILHOTO BO3ACHCTBHSI MOBBIILICHHOTO COACPIKAHUS
@A u ero MeTaboIMTOB Ha HEPBHYIO cucTeMy [4, 16].

YposeHnb yoenurenbHocTn pekoMenaanuu C (YypoBeHb J0CTOBEPHOCTH 0KA3aTEIbCTB — 5).
KomMeHnTapuu: ue credyem Haznauamov jiedeHue panee HeleueHbIM NAYUEHMAM, UMEeUUM
koHyenmpayuio @A kposu <360 mxmonv/1. Heobxooumo ocyujecmensimo pe2yisapHvili KOHMPOlb
(ne pedce 1 paza 6 mecay) yposus DA Kposu y smux nayueHmos Ois mo2o, uymodvl npu
nogvluenuu ypoers @A eospems naznauums nevenue [16].

Pexomenayercsi OKM3HEHHOE MPOBEIEHUE NUETOTEpanuu BceM mnanueHTam ¢ I'@A ¢ menbio
NpoQUIAKTUKYA TOBPEKACHUN LEHTPAJbHOM HEPBHOW CHUCTEMBI W YIYULIEHMS] COLMAIbHOMN
amanTamnuu [17].

YposeHnb yoenureqabHocTH pexoMenaanuu C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 5).
KommenTapuu: uccreoosanus noxazanu, umo noooepxcanue konyenmpayuu PA kpoeu Hudice
360 mxmonv/n y nayuenmos ¢ podrcoerus 0o 12 nem u 400-600 mxmonv/n y nayuenmos cmapuie
12 nem u 83pocvix no36osaem coxpaHums y0081emeopumenbHoe HeUpoKOCHUMUBHOe pazeumue,
A0eK8aAMHYI0O CKOPOCMb 80CHPUAMUSL UHGOPMAYUU U COXPAHEHUE NCUXOCOYUATbHBIX PYHKYUL. B
CBA3U C IMUM PEKOMEHOYEeMCs NOHCUSHEHHOe NPo8edeHUe Ne4eHUsl, 8 MOM YUCIe NOHCUSHEHHOe
cnedosanue  OUeMuU4ecKUM  OCPAHUYEHUSM € UCNONb308AHUEM  CHeYUANU3UPOBAHHBIX

3amenumeneti 6eiKd, UCMOYHUKOS BUMAMUHO8 U MUHepanos [19].

3.1 KoucepBaTuBHOE JieYeHHne

3.1.1 TueroTepanus
Pexomenayercss mnarmmentam ¢ @Al-3aBucumoit ['@A  Ha3HaueHHE MATOTCHETHYECKU
000CHOBaHHOW THMO(ECHWIAIAHWHOBON AHWETHl C IIENIbI0 OTpaHWYeHUs mocTyrieHus DA ¢

nuiei [20].
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YpoBenb yoeauTebHOCTH pekoMeHaanun C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbLCTB — D).
KommenTapum: ouemomepanusa ochosana Ha peskom ozpanudenuu @A 6 payuone nayueHmos
3a cuem UCKIIOYEHUs. BbICOKODENKOBLIX NPOOYKMOS U UX 3aMEWeHUU CNeyuaiu3upo8aHHbiMu
JIeYeOHBIMU NPOOYKMAMU, YACMUYHO UIU NOIHOCMbI0 auuerHbimu DPA. U3 payuona numarnus
oonvnoco I'PA ucknouarom HamypaibHvle RPOOYKMbL NUMAHUSL C BbICOKUM COOEPICAHUEM
benxa (coomsemcmeenno, u @A) — msco, MACONPOOYKmMbl, pulOy, pblOONPOOYKMbI, MEOpoe,
auyo, bobosvie, opexu, wokonad u op. Jonycmumosie 8 Oueme HAmypaivhvie NPOOYKMbl 88005
8 PAYUOH 8 COOMBEMCMBUU C NOOCHeMOM cooepaicaujecocsi 6 Hux DA.

Jlna oOemeii 2pyonozo eospacma (c poyxcoenusa 00 12 mecaues) x 0onycmumvim
NPOOYKMAM OMHOCAMCS HCEHCKOe MOJIOKO, OemcKue MOJNOUHble CMeCU, 080WlU, (PPYKMbl U
HeKomopvle NPOOYKmMbl NPUKOPMA ¢ HUSKUM cooepicanuem benka. [Ipukopm 6sooumcs 6 me dce
CPOKU, YMO U 300p08biM Oemsm (¢ 4 0o 6 mecayes), HO Npu 3MOM UCHOIL3YIOMCS NPOOVKHIbL
MONLKO € HUBKUM COOePAHCaAHUEM OelKa ¢ y4emom moiepanmHoCmuy Nayuenma K HamypaibHOMy
oenxy/penunananuny [21]. s xomnencayuu 06eiko8020 KOMHOHEHMA NUWU UCHOIb3VIOM
Cneyuanu3suposanHvle aMUHOKUCIOmHble cmecu 0Oe3 DA, cbarancuposamHvie NO COCMABY
Hanooooue adanmuposaHHblX 0emcKuUx MOaIouHbIX cmecell. (cm. Ilpunoscenue A3.6).

B oOueme nayuenmoe cmapwe 1 200a, Kax npasuno,  UCNOILIVIOMCA
Cneyuanu3uUpoB8anHvle aAMuHoOKUciomuvle cmecu ez DA ¢ borvuwum Koauvecmeom Oenxa,
obocaujeHnvie BUMAMUHHO-MUHEPATbHBIMU KOMNIIEKCAMU. B cmecsax, npeoHazHauenHvlx O/
Ooemetl 6 6ospacme om 1 0o 8 nem, mocym npucymcmeosams 6 OOCMAMOYHOM KOIUYECTNEE
Yenegoovl U Hcupsl. Imo oaem 803MONCHOCMb UHOUBUOYATLHO20 NO0OOpA euedH020 npooyKma
8 3aBUCUMOCMU OM HYMPUMUBHO20 CMAMYcd NAYUEHMO8, OYHKYUOHATLHO20 COCMOAHUSA
HCENYOOUHO-KUUEUHO20 MPAKma u nuujesvix npeonoumenuu. Kpome moeo, yxazannvie cmecu
AMUHOKUCIOM, 6 MOM 4YUcie U cmecu Ol Oemell Nnepeoco 2004 JHCU3HU, Kak Oojee
cOananHcuposanHvle N0 cocmagy, Mo2ym HPUMEHAMbCA MaKdice y nayueHmos boiee cmapuie2o
so3pacma u Oepemennvix dceHwun ¢ I DA npu cocmosnusx, 00ycl081eHHbIX 3a001e8AHUAMU
HCENYOOUHO-KUUEUHO20 MPAKMA U HENEPEHOCUMOCbIO HEKOMOPbIX NUWEBLIX NPOOYKIMO8.
PexoMeHnayercsi Ha3HAaYCHHWE CICIUAIM3UPOBAHHBIX  MPOAYKTOB JICUEOHOTO  IMHTAHHS,
npenctaBieHHbIXx B lpunoxenun A3.6, manumeHTamM BceX Bo3pacTHbIX Tpymn ¢ ['DA,
TpeOYIOMNM JAUETOTEPAIUIO, C METbI0 KOPPEeKIH ypoBHSI DA U ylydileHUs KauecTBa KU3HU
[20-23, 89].

YpoBeHb yoeauTebHOCTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeIbLCTB — D).
Pexomenayercsi Ha3HAUYCHUE HU3KOOEIKOBBIX MPOAYKTOB MUTAHUS MallMeHTaM cTapiie 1 romxa ¢

['®PA ¢ 11enbio KOpPEKIMH YHEPTeTHIECKOM EHHOCTH JeucOHoro pannona [20-23, 89].
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YpoBenb yoeauteabHOCTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJILCTB — D).
KommenTapum: Huszkobenkogvle npodyKkmul nokazamvl demsam nocie 1 2oda u oanee — ecem
nayuenmam ¢ I'@A. Cnucox HU3K006EIK08bIX U 0e30e1K08bIX CHeYUAIUUPOBAHHBIX NPOOYKMO8,
3ape2ucmpuposanuvix Ha meppumopuu Poccuiickoii @edepayuu — 6 npunosxcenuu A3.7.
Pexomenayercss Tmpu WHUNUAIUM JUETOTEpanuu TUTpoBaTh koiaudectBo DA  numu
(HatypanmpHOTO Oenka) BceMm manueHTaM ¢ I'@A mox xontponeM DA KpoBH A MOTYYECHUS
L[EJIEBbIX TEPANeBTUYECKUX 3HaUeHUM [22].

YpoBenb yoeauTebHOCTH pekoMeHaanun C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbLCTB — D).
Pexomenayercs npu pacuetax nutaHus BceMm nanueHTam ¢ ['@A opueHTHpOBaThCS HA HOPMBI
dbuznonornueckoil moTpeOHOCTH B OCHOBHBIX HYTPHUEHTaX C IIeNIbl0 O0ecreueHus: aeKBaTHOTO
(U3MYECKOTO Pa3BUTHS W CHIDKCHHUS PHUCKOB HYTPUTHBHOM HemoctarouHoctu [20, 23]
(ITpunoxenue A3.8).

YpoBeHnb yoenurenbHocTH pekoMenianuu C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEIbCTB — 5).
KomMenTapuu: donyckaemcs ymeHvuleHUe KOIu4ecmsea cymounozo benxa (o ne 6onee 10%) 6
OCHOBHOM 3a cuem OenKa AMUHOKUCIOMHOU CMeCU 8 3d8UCUMOCU O MOAEPAHMHOCIU K NUlye
U K QenunanaHuny, a makdxice om QuU3UYECKOU AKMUBHOCMU NAYUEHMA U COCMOAHUSL €20
HympumusHoco cmamyca [19, 24].

benox 3a cuem ecmecmeenHvix NPoOyKmMog 6 oueme paccuumuvl@aemcs Ucxo0s U3 OOnyCmuMbIx
cymounwix xonuvecms @A ¢ yuemom, umo 1 2 6enrxa codeparcum ~50 me @A. B 3a6ucumocmu om
neperocumocmu nuwesoco DA oonycmumoe u bOezonacmoe e20 KOIUHECMBO & CYMKU
cocmaensiem om 90 0o 35 me/ke maccvi mena 0nsi demell nepeoeo 200a Hcuznu. B numanuu
Odemeti cmapute | 200a, a makdice NOOPOCMKO8 U G3POCIbIX Odonycmumoe Koauvecmgo DA
nocmenenno cHudcaemcs ¢ 35 0o 10 me/ke maccer mena pebenxa (Ilpunoscenue A3.9,
npunoxcenue A3.10). Taxowce 6 npoyecce neyenus onpeoensiemcs CymouHas moiepanmHocms K
nuwueeomy  (QeHunananuny, KOmMopas 3asUcCum Om CMeneHu Nnopaxcenus ¢epmenma
GenunanaHuHeUOPOKCUNA3bl U 603pACMa NAYUEHMA.

Pexomenayercst yuuThIBaTh KIMHUYECKYIO (opmy 3aloneBanus, ypoBeHb DA B KpoBw,
BO3DACT, M0JI, HyTPUTUBHBIN cTaTyc ((pru3nueckoe pa3BUTHUE), TOJIEPAHTHOCTH K nuiieBomy DA,
konmyectBO DA U HarypanbHOro Oenka, MOJYy4aeMOro C MHINEH, KOJIMYECTBO OCHOBHBIX
MUIIEBBIX BEUIECTB U SHEPTUU B JIeyeOHOM parjoHne BceM naiueHtam ¢ ['@A npu opranuzanuu
JUETOTEPAINH, C IebI0 ee onTuMu3ammu |16, 20, 23].

YpoBeHnsb yoenutelbHOCTH pekoMeHaanun C (YpoBeHb 10CTOBEPHOCTH 0KA3aTeJILCTB — D).
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KommenTapuu: npu nasnauenuu ouemsl 6ajdceH UHOUBUOYATbHBIL U OughghepeHyuposanmvlil
HOOX00 K UCHOIb308AHUIO CREYUATUIUPOBAHHBIX U HAMYPATbHBIX NPOOYKIOE COOMBEMCMEEHHO
603pacmy nayuenma.

lna nayuenmos ¢ I'®A nezasucumo om ux 603pacma COXpAHAemMcs 3anpem HA
npooykmul, Haubonee Gocamovle (PEHUNANAHUHOM, MAKUue KAK MACo, pblda U u30enus u3 Hux.
Tsopoe, meepovie cvipbl, 600606bIe, KypUHble AUYA, OPeXU MO2YM 8 0SPAHUYEHHOM KOIuyecmse
6X00UmMb 6 payuoH NAYUeHMOo8 CMapuie20 603pacma ¢ Y4emom MmMONePaAHMHOCU K
¢enunananuny. Heobxooumo uckmouums ynompebaenue nayuenmamu ¢ I'@PA npodykmos
«hacmpyoa», 2a3Uupo6aHHLIX HANUMKOE C NOOCIACMUMENAMY (acnapmam Ui Nuuesas
odobaska E951), cooepoicawux henunananum.

Taxmuxka Ouemomepanuu npu  CONYMCMEYIOWUX  3A0071e6aHUAX  (BbIPAdCEHHAA
eunepmepmus, UHMOKCUKAYUS, pa3iuyHble OUCnencudeckue a6ieHus), a makaice npu omkaze om
npuema AMUHOKUCIOMHOU CMeCUu 3aKnioyaemcs 6 KpamkogpemeHHom (Ha 2—3 OHs)
npekpawjeHuu Ouemomepanuy ¢ 3amMeHol 1e4eOHbIX NPOOYKMOE HA HAMYPALbHbIE C HeB8blCOKUM
cooepacanuem oenka. Ilocne cmuxanus ocmpozo nepuooa 601e3HU 8 payuoH 8HO8b B800UMCS
cneyuanu3upoB8aHuslll NPOOYKm, HO 3a Oojee KOpOMKUU nepuoo, yem 6 Hauaie jeyeHus. Ecau
nayuenm ¢ I'PA He omxazvieaemcs om nuwu 80 epems 00Jle3HU, MO jleueHue COnYMCmeyIuux
comamuyeckux 3a00nesanuti nposooumcs. no oOwenpuHAmoln cxeme U He mpebyem
npekpaujenusi Ouemomepanuu.

He pexomenayercsi ynorpeOiieHHE MEIMKAMEHTO3HBIX MPEMapaToB, OMOIOTHYESCKH aKTHBHBIX
no6aBok, coaepkammx PA WM €ro NMpoW3BOJHBIE, B TOM YHCIE, IMOJCIACTUTENh acmapTam
nauuentam ¢ ['@A c uenbro orpannuenus nocrymieHuss @A B opranusm [87].

YposeHb yoenuresbHocTH pekoMenaanuu C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5).

3.1.2 MeaukamMeHTO3Hasl Tepanus
e PexoMeHayeTcsi Ha3HaUYCHUE MMATOTCHETHYCCKH OOOCHOBAHHOTO JICUCHUS CHHTCTUYCCKUM

ananmoroM BHy (campontepun** (A16AX Ilpoume mpemapatbl ajsl JiedeHUs: 3a00JIeBaHUI
JKEIyTOYHO-KUIIIEYHOTO TpaKTa W HapyIICHW oOMeHa BellecTB)) mamueHtam ¢ [ DA,
oOycnoBieHHON HepoctaTtoyHOocThi0o BHs (runepdenumnananmnemuss BHs4 neduumrtHas), c
IENTBIO TIPEIOTBPAIICHHS TSHKEIIBIX HEBPOIOTHYECKHUX Hapyiienui [87, 97].
YpoBeHb yoenuTeJIbHOCTH PeKOMeH 1Al A (YPOBEHb J0CTOBEPHOCTH 10KA3aTeJILCTB — 1)
Kommenrtapum: 6 3agucumocmu om popmel ' @A canponmepun™** ucnonvsyemcs  komniexkce ¢
ouemomepanueti unu 6e3 nee (l[Ipunosxcenue A3.11). Hauanvnas oosa canponmepuna™* y
nayuenmos ¢ Heoocmamounocmuvio BHy cocmaensem om 2 0o 5 me/ke maccel mena npu npueme

1 pa3z 6 denw. /lo3a moscem Ovimsb ygenuuena 0o 20 me/ke maccol mena 6 Oev. /s docmudicenus
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ONMUMATILHO20 Mepanesmu4eckoco d¢hgexma cymounas 003a Npenapama modxcem Ovimb
pasoenena na 2 unu 3 npuema 6 meuerue OHsl.

PexomMenayercst Ha3Havyath npenapartsl Tpynmnbl N04B  nmodamuueprudeckue cpeactsa B
KOMIUIEKCHOM JiedeHuu mnanueHtoB ¢ BH4-mepumuraeivu ['OA ¢ menbio  KOppeKIuu
9KCTPAUpPaMUIHOTO cuHapoma [87, 124]

YpoBenb yoeauteabHocTH pekoMeraanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
KomMmeHTapum: nazuauaromes no  NoKA3aHUio  «CUHOPOM — NAPKUHCOHUBMA» — madiemKu
negodona+[kapobuoonal ** (npomusonoxazan oemsam 0o 18 nem, Odo3upoexa noddbupaemcs
UHOUBUAYANLHO, 00bIuHO mpebyemcs 10—15 me/ke 6 cymku no resodone)

Pexomenayercsi TIPOBEJCHWE KOPPEKIUM HEIOCTATOYHOCTH (DOJIMEBOM KHCIIOTHI, a TaKke
JIOTIOJTHUTEIbHOE Ha3HaueHue (oimeBor KUCIOTHI** mamuentam ¢ DA npu GepeMEHHOCTH C
LEITBI0 TPOGUIAKTUKN BPOKICHHBIX IIOPOKOB pa3BUTHA Iioaa [5, 16, 121-124].

YpoBeHb yoenuTebHOCTH pekoMeHanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 5).
Kommenrapuii: ¢onuesas kucroma™** nazmauaemcs nayuenmam npu Oeghuyume OamHO20
MUKDOHYMPUEHMA 8 COOMEEeMCmeuU ¢ UHCmMpYKyuel K npenapamy (0COOEHHO BaXNCHO
HazHayeHue gonuesoll kuciomol** ¢ nepsviti mpumecmp b6epemenrocmu - 400 mxe/cym,).

B Hexomopuix cayuasx mpebyemcs ouema c oepanudeHuem DA u HaznaueHuem Gonuesoll
Kucaiomsl u ee npou3eoonvix (llpunosxcenue A3.11).

Hasnauenue ciedyem npogooums nod KOHMpoem YPosHs (hoauesotl KUCI0mbl 6 KpoGu, 6 psioe
UCCEO08AHULL OMMEYACM ST 0adce NOBLIUEHHBLI YPOBEHb (DOIUEBOU KUCIOMbL V' NAYUEHMO8 C
OKY [121].

Pexomenayercst MeAKaMEHTO3Has Tepanus canpontepuHoM™* mamuentam ¢ @Al -3aBucumoint
DA, wumeromuM 10 JsedeHus KoHIeHTpamuio OA kpoBu Beime 360 MKMOJB/JI,
MIPOJICMOHCTPHPOBABIIMM TOJIOKUTEIHHBIA OTBET HAa TECTUPOBAHUE CAMPONTEPUHOM™* B BHJIC
CHIW)KCHHUS KOHIeHTparun OA KpoBM U TIOBBIIICHHUS TOJEPAHTHOCTH K MHUIICBOMY
(dbeHmIanaHnHy C MeNbl0 PaCIIMPEHHs] TUEThl U TIOBHIIICHUS KauecTBa KU3HM manueHTa [27, 28].
YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
KomMmeHTapuu: mecmuposanue nomeHyuaibHOU 4y8CmeumenbHOCmuy K npenapamy u jeyeHue
canponmepuHomM™* npogooum u Kowmpoaupyem 6pai, KOMOP®IU OCYUWeCmensem makice
Habnooenue nayuenmos ¢ I @A (cxemvl mecmuposanus Ipunoscenue A3.12).

Omeem Ha JleueHue npenapamom canponmepun** oyenusaemcsi no cmeneHu CHUNCEHUS
konyenmpayuu DPA 6 Kposu nayueHma npu coOM0O0eHUl CmabuIbHOU SUNOPEHUNATIAHUHOBOU

ouemut. Hauuenm cdumaemcst 4yeCmeunteilbibiM, eCciu pasHuya ypoe6H:A @A, NnoJly4€eHHOo20 no
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OKOHYAHUU Nepuooa OYeHKU omeema Ha JleueHue, U e20 UCXOOHO020 YPOBHs Nneped HaA4aioM
npuema npenapama cocmasisem 30% u 6onee.

Pexomenayercsi poBeenue 48-uyacoBoro tecra Bcem manueHtam ¢ ['DA crapme 1 roma c
LEITIbIO OTPEICIICHHS YYBCTBUTEIBLHOCTH K JICUCHHUIO cariporntepuHoM™** [27, 28].

YpoBeHb yoeauTebHOCTH 10Ka3aTebeTB C (YPOBEHD A0CTOBEPHOCTH PEKOMEHIAIUH — D).
KomMeHTapuu: npu nonyueHuu nonoxicumenbHo20 omeema 6 8ude CHUMNCEeHUs. KOHYEeHMpayuu
DA Kposu u nosviuleHus MOIEPAHMHOCMU K NUWEEOMY (DEeHUNANAHUHY NPOBOOUMCS NPOOHOe
JeyeHue He menee 28 cymok u 6osee, 8 meuenue KOMopo20 ONPeoensemcs cmenenb No8bIUEeHUS
MONIEPAHMHOCIU K NUWEBOM) (QeHUNalanuny U 6blpabamvléaemcs OalbHeluuwlas maxKkmuka
JeyeHus. Bozmooicno nposedenue mecmuposanus y HOBOPOICOEHHBIX NAYUEHINOB.
Pexomenayercst mpoJOHKUTh TECTUPOBAHKUE 710 7 CYTOK B Cllydae MOJYyYEHUS! OTPULIATEIHHOTO
orBera 48-yacoBoro tecra mamueHtam ¢ I'OA ¢ menpio omnpeneneHus YyBCTBUTEIHHOCTH K
JICYCHUIO CanponTepHHOM™** [27, 28].

YposeHnb yoenurenbHocTn pekomenaanuu C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeNbCTB — 5).
KomMeHTapuu: y uekomopwix nayueHmos HabOM00aemcs OmMCPOYEHHbIU NOJONCUMETbHBIU
omeem Ha JleyeHue canponmepunom™* (max Haszvieaemvie «no3oHue omeemuuxuy). Illpu
HeobxXoo0umMocmu OnumenbHas MeoukameHmosnas mepanus y nayuenmos I @A, omeeuarowux na
Jedenue canponmepuHom™* crusxcenuem yposus DA 6 Kkposu, nposooumcs 8 KOMOUHayuu c
ouemou Npu UCHONb308AHUU AMUHOKUCIOMHBIX CMecel, KOAUYeCmeo KOMOPbIX onpeoensem
epad.

C coenacusi nayueHmku 603MOHCHO NPOOOJCEHUe Mepanuu canponmepunom™* o epems
bepemennocmu: canponmepun** naznavarom  cenwunam ¢ I'DA, y komopwvix panee owvina
00KA3aHa YyBCMBUMENbHOCMb K JIeYeHUIO CAnponmepuHomM™* unu mem, y K020 pamee
NPOBOOUNOCD JledeHue OAHHbLIM NPenapamom.

Pexomenayercst npuem npodunakTudeckon 1036l npenaparos u3 rpynnsl A11CC sButamunsl D
U ero aHajoru BceMm manueHtaM ¢ ['DA ¢ 1menpio KOppeKuuu/mpoPuiakTUKu BUTaMHH D-
nedunutHOrO coctostuus [16, 121].

YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5)
KommenTapuu: o6viuno  Hasnauaemcs — Kojaekanvyugepor** 6  coomeemcmeuu ¢
pekomeHoayuaMu no  Koppekyuu eumamur D-oegpuyumnvix cocmosnuu. Hasznauenue
NPOBOOUMCS NOCE KOHCYIbMAYUU 8paia-3HOOKPUHOI02a U NOO KOHMPOAeM YDOBHA SUMAMUHA
D 6 kposu.

Pexomennyercs npuem npenapatoB rpynnsl BO3AB nepopanbHbie mpenapaThl TPEXBaJIEHTHOTO

xKenmesa, a Takke, Ipu HeoOxomumoctd, mpenaparoB rpynmnel BO3BA Butamun Bl12
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(nmaHokoOalaMUH M €ro aHajoru) mnanueHtam ¢ ['DA u xene3onePuIMTHON aHEMHUEH C
TepaneBTUYECKOM 1enbio [44, 46, 129].

YpoBenb yoenuteabHOCTH pekoMenaanun C (YpoBeHb J10CTOBEPHOCTH 10KA3aTeJIbLCTB — 4)
PexoMeHnayercsi pOBOJUTH CUMIITOMATHYECKOE JICYEHUE CYTOPOKHOTO CHHAPOMA COIIACHO
JNEHCTBYIOIIUM KIIMHUYECKUM PEKOMEHIAIHSIM M0 COOTBETCTBYIOIIMM HO30JIOTHSAM MaI[IEHTaM C
['®A u cynopox’HbIM CUHAPOMOM € Te€pareBTUYecKoi nemnsto [91, 130].

YpoBenb yoenuteabHOCTH pekoMenanun C (YpoBeHb J10CTOBEPHOCTH 10KA3aTeJILCTB — 4)

3.2 Xupypruueckoe jJeyeHue

XI/IpprI/I‘leCKOFO BMEIIATEILCTBA OOBIYHO HE Tpe6yeTc51.

3.3 UHoe JgeyeHue

3.3.1 O0yueHnue

Obyuenue  s6nsemcss  HEOMbEMIEMOU  YACMbIO — KOMNWIEKCAd — MepanesmuieckKux
meponpusimuti  npu  T@PA  u  00WAHCHO  NPOOOINCAMBCS  HA  6CEM  NPOMSICEHUU
3abonesanus. Jleuenue I'PA obs3amenvHo 6KIOYUaem o0OyUeHUue CAMOKOHMpOno yposus DA,
NPUHYUNAM YNPAasieHus 3a001esanuem (pacuemy ouemomepanuu,).

PexoMenayercs nposezieHre 0o0yyarolUX MEpONpUATHH cO BceMH manueHtamu ¢ ['@A u, B
3aBHCUMOCTH OT BO3pPAcTa, MX POJUTEISIMU (3aKOHHBIMU IPEJICTABUTENSMU) OT MOMEHTa
BBISIBIICHHSI 3200JIEBaHUS M Ha BCEM €T0 MPOTSHKECHUH C IENBI0 MOBBIIICHUS! OCBEJOMICHHOCTH
NAllMeHTOB W yJyYIIEHUS paclo3HaBaHUs THUNepPEHITAIAHUHEMIN, CHUKECHUS PHUCKOB
pasBUTHSI OCIOKHEHUH, U JOCTHIKEHHs LIeNeBbIX Mokaszareneid ypoBHs DA u ynydnieHus
CaMOCTOSITENIFHOTO ynpaBiieHus 3a0oneBanuem [71, 79-82].

YpoBeHnb yoenurenabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 4)
KommenTapum: yenu u 3a0auu 00yuenus 0014CHbL OblMb KOHKPEMUUPOBAHbL 8 COOMBEMCMEUU
C aKMyaibHbIM COCMOsHUEeM nayueHma. B wkony genuikemonypuu Hanpasisomcs nayueHmst,
He npoxoouguiue 00VueHus: (NepsuyHbIl YUKL), Ulu NayueHmvl, yiice npouteduiue oOyueHue
(nosmophvie Yuxvl), 05 NOOOEPHCAHUS YPOBHSA 3HAHUL U MOMUBAYUU ULU NPU NOAGIEHUU
HOBbIX MepanesmuyeckKux yeell.

PexoMeHayeTcst HCIIONB30BaTh CHEIMATIBHO pa3pabOTaHHBIE CTPYKTYPHUPOBAHHBIE MPOTPAMMBI
o0y4yeHMsI, aJpEecOBaHHbIE KOHKPETHOMY KOHTHHIEHTY manueHToB ¢ ['®DA (Hampumep,
OepeMeHHBIM) ISl JIOCTHIKCHHS IeJIeBbIX Tokazarened DA, mpodWIakTUKA pa3BUTHA U
porpeccupoBaHust ociokHeHui [71,79-82].

YpoBenb yoenuteabHOCTH pekoMenaanmii C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB — 4)
KomMeHTapuu: o6yuenue moocem npo8oOUmMbCs KAK 68 UHOUBUOYATbHOM NOpsOKe, MAK U 8
epynnax nayuenmos. Coodepoicanue 00YHAIOWUX NPOSPAMM  OOIHCHO COOMBEMCMBOBANb

NPUHAMBIM cmanoapmam ouazHocmuky u nedenus I'PA, a ux cmpykmypa — y4umolgamo
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OCHOGHble NpuHyunsvl neoazo2uxku. Illpocpammer noopazymesarom cmpo20 NPaAKMU4ecKyo
HanpagienHocms U OdocmynHocms 015 eocnpusmus. Qbsaszamenvhvle pazoenvl 00yuaUUX
NPOCPaAMM:

WKoIa MON0ObIX pooumerneti pebenka ¢ ' PA;

oowue ceeoenus 0 I' DA;

KOHmMpoTb yposHs DA;

ouemomepanusi,

COYUANU3AYUS U KAYECMBO HCUSHUL,

ncuxonozudeckue acnekmsl y oemeti u noopocmkos ¢ 1'@A;

ounamuyeckoe Habmooenue npu I ' PA;

© N o g bk~ w0 bd

noozomoska k bepemennocmu u bepemernnocmos npu I @A

bonvwas yacmv eépemenu 6 npoyecce obyuyeHus O00NHCHA OblMb NOCEAUIEHA NPAKMUYECKOU
ompabomke HABLIKOB, HEOOX0OUMbIX Ol CAMOCMOSAMENbHO20 YNPAGleHUs 3a001e6AHUEM.
Lpesicoe ececo smo kacaemcs koumpois yposus DA, mexnuku noocuema Konuvecmsa oenxa 8
nuuye.

Pexomenayercs npoBenenne oOyueHus: manueHTOB ¢ [ DA/3aKOHHBIX IpencTaBUTENCH
CICIUAIEHO TIOJITOTOBJICHHBIMA MEIUIIMHCKAUMU PaOOTHUKAMU: BPA4OM-TCHETUKOM, BPAYOM-
JTUETOJIOTOM, BPauOM-HEBPOJIOTOM, BpavyOM-TIEAUATPOM, BpPAYOM-TEPANIEBTOM, MEIUIIMHCKON
CECTpO; a TakKe C Yy4acTHEeM METUIIMHCKOTO TCUXOJOra, C Ielbl0 TMOACpKAHHUS YpPOBHS

3HaHM 1 MoTHBanuK [80-82].

YpoBeHnb yoenureabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

4. MeguuMHCKAasi peadUIMTALIUA M CAHATOPHO-KYPOPTHOE JIeYeHue,
MeJIMIUHCKNE MOKA3aHUA U MPOTHBONOKA3AHUSA K PUMEHEHUI0 METOA0B
MeIUIUHCKOI peaduIuTanuu, B TOM YHUCJIe OCHOBAHHBIX HA MCIOJIb30BAHUM

NPUPOJHBIX Je4eOHbIX (PAKTOPOB
OchosHbIMU  acnekmamu MeOUYUHCKOU U coyuanvhot nomowu nayuenmam c 1'@PA
ABNAIOMC OUACHOCMUKA, KOHMPOJIb 3d N1e4eHUeM U COYUATbHASL peadUIumayusl.
Ipeumywecmeenno y oemeti WKOIbHO20 803PACMA U 83POCTbIX NoGblulaemcs yposeHb @A kposu
6 CB8A3U C HApyuwleHuem peKoMeHOayuti no Ouemudyeckomy HnumaHuro, 4mo mpebyem
ACUXOI02UYECKOU NOOOePHCKU NayueHma. Yposenv uHmenieKmyaibHo20 pa3eumus nayueHmad,

€20 KOZHUMmMuUBHbsle qbyHKL;uu umerom Koppeyuro co 3Ha4YeHUuem DA Kpoeu 6 medeHue HCu3Hu
[36, 37].
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Pexomenayercs preM (TeCTUPOBAaHUE, KOHCYJIBTAIMS) METUITUHCKOTO TICUXO0JIOTa MTEPBUIHBIN
nareHTam ¢ DA ans KOppeKIHUU TCHXOJOTHYECKOTO COCTOSHHSI, MPH HAIWYHH MTOKa3aHHN
[30, 51, 52].

YpoBenb yoenuTeabHOCTH pekoMenanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — 4)
KomMmeHTapum: ncuxonoco-nedacocuueckas peabunumayus oemei noOpOCMKO8020 803PACA.
Onu  cmankuearomesi ¢ npobiemamu  nNepuood  HOLOB020  CO3PEBAHUs,  KOMOpble
CONpoBOIHCOaemcs. CmpeMieHuemM K He3a8UCUMOCMU, NPOMECMHbIM N08e0eHUeM, a MaKice
NO0BEPHCEHHOCIBIO BIUAHUSA CBEPCMHUKO8. DMO Nepuood 4acmvlx omkazoe nayuenmos c¢ I DA
nOOPOCMKO8 om Ouemomepanuu, ynompeoierus npooyKmo8 Cneyuaiu3upo8aHHo20 NUmanus, a
MaKdice BbICOKO2O PUCKA Nomepu MemaboauuecKko20 KOHMPOAsi U  NOJIHOU  YMpamsl
MeOUYUHCKO20 HAONIOOEHUSL.

Coyuanvhas peabunumayus exuouaem 6 ceds opeanuszayuto numanus oemeti ¢ I @A &
001e0bpa306amenvHblX, 0300POBUMENbHBIX VUPEHCOCHUAX, V B83POCIAbIX — BO3MONCHOCHD
UCNONB308AHUS CNEYUATUZUPOBAHHBIX NPOOYKMOE 1e4eOH020 NUMAHUsL Ha pabouem mecme.

Ocobyto porv 6 nomowu nayuenmam c¢ ' DA ueparom odwecmeenHvle OpeaHuU3AUUU.
Opeanuzayus, odveouHnawowas pooumeneu oemei ¢ ' @A u 63pocavix nayuenmos, nomozaem 8
COYUANbHOU  peaburumayuu, COYuarbHol adanmayuu, nOMOwWU 6 mpyooycmpoucmaee,
opeanuzayuu omovixa 6 m.4. 8 JeMHUX 1azepsix, 00cyed, COYUOKYIbMYPHOU peaburumayuu u
Opy2ux MepoOnpusimusix, a Maxice npo8eodeHUU pOOUMenbCKUX WKOJL U CEMUHAPOS.

Hecmomps na mo, umo I'®@A He sgnsemcsi HcusHeyepoicarowum 3abonesanuem, npu
HeoOX00UMOCMU, 8 paMKAX peaburumayuu paccmampusaemcs naiiuamueHas noMoujb,
KOmopas 6Kmouaem 6 cebsi cucmemy mep No VIYUUICHUN) KA4eCmed MHCUSHU NAYUEHMO8 C
VepoUCAIOWUMU  HCUSHU U  COKPAWAIOWUMU  JHCU3HL  3A00JIe6AHUAMU, NPEUMYUCCNEEHHO
MEPMUHANLHOU CMAOUU PA38UMuUsl, U Npeocmasisnem coool aKkmueHblil U Yel0CmHbIU N00X00 K
OKA3aHUI0 NOMOWU, HAYUHAIOWULICA C MOMEHMA NOCMAHOBKU OUAcHO3d U NOKPbIEAIOUWULL
@uzuueckue, IMOYUOHATbHYIE, COYUATbHBIE U OYXOBHBLE ACNEKMbl BNI0Mb 00 CMEPMIU.

IHanmwamuenaa nomowp  nayuenmam ¢ 1 DPA  okasvieaemcs Ha  OCHOBAHUU

COOMBEMCMBYIOWUX HOPMAMUBHBIX OOKYMeHmos (cm. [Ipunoscenue A3.1)

5. IIpodunakTka U AUCIAHCEPHOE HADII0IeHH e, MeIMIUHCKUE TIOKA3aHUS U

MPOTHBOINOKA3aHUSA K IPMMEHEHHUIO MEeTO10B PO UIaAKTHKH

5.1 lIpodbuaaxkTuka
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Pexomenayercst MIPOCIIEKTUBHOE MEIMKO-TEHETHYECKOE KOHCYJIbTUPOBaHUE  Tap,
IUIAHUPYIOIIUX ~ OepeMEeHHOCTh, C peKoMeHaauuend oOcielnoBaHusT Ha TeTEepPO3UTrOTHOE
HOCHTEIILCTBO YaCThIX MyTaluii B reie PAH c 1enbio mporHosa nmoromcrsa [16, 55].

YpoBeHb yoenuTeabHOCTH pekoMeHaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeIbLCTB — 4)
KommenTapuu: uacmoma Hocumenvcmeéa namoeennot mymayuu 6 cewe PAH 6 P
cocmaensem 1:50. Ilpu ewvisaenenuu I'PA 6 cemve — o006cae008aHUEe POOCBEHHUKOS OJis
VMOYHeHUs. 2emepo3ucomuozo Hocumenscmea mymayuu 6 cevax PAH, PTS, QDPR, GCH1,
PCBD, SPR, DNAJC12.

Pexomenayercss MEAMKO-TCHETHUECKOE KOHCYJILTHPOBAHUE TIAP, MIAHUPYIONINX OEPEMEHHOCTh
U UMCIONINX B CEMEWHOM aHaMmHe3e Jeteit ¢ DA, ¢ 1enpio HHPOPMUPOBAHUS O BOZMOKHOCTH
JIOPOJIOBOM JMAarHOCTUKH: IpeHaTajdbHas IUarHOCTHKA, HCIOJIb30BAaHHE BCIOMOTAaTEIbHBIX
pPEnpOIYKTUBHBIX TeXHONOTUM [16, 56].

YpoBeHb yoenuTebHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbLCTB — 5)
KommenTapuu: oopodosas ouacnocmuka npogsooumcs 6 nape, 20e yCmaHo81eHo, umo oyoyujue
pooumenu saensaOmcs Hocumenamu mymayuu 8 ooHom eene: PAH, PTS, QDPR, GCH1, PCBD,
SPR, DNAJC12. Beposmnocms pooicoenusi pebenka c¢ I'@PA y oceHWunsvl UnU MYyHCUUHDI,
cmpaoarnwux OaHHbIM 3a0071e6aHUEM, Pedlu3yemcs 6 ciyuae, eciu 6Mopoli pOOUmeib A6IAEmcs
2emepo3ucOmHbIM Hocumenem mMymanmuozo 2euwa (puck 50%) unu maxoce cmpaoaem ['DA
(puck 100%,).

Pexomenayercsi KOHCYJIBTHPOBAaHHE JIEBOYCK IMOAPOCTKOBOIO BO3pacTa W IKSHIIWH,
ctpangatonx ['DA, mo BOompocy IUIAHUPOBAHHS CEMbBU C IIENBI0 MPEAYNPEKICHUS POXKICHUSI
pebeHKa ¢ CHHIPOMOM «MaTepUHCKO# (hermakeronypuun» [20, 115,116, 126].

YpoBenb yoenuTeabHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbLCTB — 3)
KommenTapuu: npu nianuposanuu 6epemennocmu, sxenamenbHo, ymoowl yposenv DA kpoeu
3a 2-3 mecaya 0o 3auamus u 8 meyerue bepemeHHocmu He npesviuian 360 Mxmonv/1.
Ilpogpunakmuka namonozuu naooa, 8 mom uucne BIIP, y 6epemennoii c I DA
PexomMeHIyIOTCSl CTpOTHE TUETUYECKHE OorpaHnueHus noctymieHus @A ¢ numeit 6epeMeHHON
¢ '®A c uensto npodumakTuky natojgoruu mwioxa [16, 117, 118].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 5)
PexomeH10BaHO Ha3HAueHHUE cCaMpoNTepuHA** B ciIydasxX, e€clM paHee y MAlHeHTKH Oblia
MOJITBEPIKJICHA TYBCTBUTEIIBHOCTH K MPUMEHEHHIO KOPAKTOPHOM Tepanuu C MeJbI0 PACITUPEHUS
JIMETHI U TIOBBIIICHHUS KaueCTBa )KU3HM marrenta [54].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbLCTB — 4)

KommenTapum: noopobuee cm. pazoenvt «{uacnocmuxay» u «Jleuenuey.
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e Pexomenayercss mnpuemM (OCMOTp, KOHCYJIbTallMs) Bpada-T€HETHKA IIEPBUYHBIA B3POCIBIM
NalMeHTaM C YCTaHOBJIEHHbIM JuarHo3oM ['®dA ¢ 1nenplo 00CyXIeHHs Bompoca o
HeoOxoxumoctu mpoBenenust JIHK-tectupoBanus mapTHepy, OOCYXKIEHUS BO3MOXKHOCTEH IO
nperpaBuIapHOi MOJArOTOBKE Mepe/l INIaHUpOBaHUeM OepemenHocTH [72-74, 110, 126].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEJILCTB — 3)

5.2 IlncnancepHoe HAOJI0OAeHNE MAMEHTOB ¢ KJIaccu4eckoi (heHHJIKeTOHYpHe

C yemvio  npedynpesxcoenus  UHMELIEKMYAIbHbIX,  KOSHUMUBHBIX,  Peyesblx,
NO3HABAMENLHLIX — HAPYUIEHUL,  2APMOHUYHO20 — (PU3UYECKO20  pa3eumus — OUCHAHCEPHOe
HabnoOeHue gKouaem 8 ceos ciedyroujue peKOMeHOayuu '

KoHTpoJib 32 a1eKBaTHOCTBIO JIEYEHUSI.
Pexomenayercst OCyIIECTBISATh B3ATHE KPOBHU YTPOM HATOIIAK (IIOCIE HOYHOI'O TOJIOJIAHUSA)
BCEM MALMEHTaM C 1IeJIbI0 ONPEACIICHUs KOHTPOJbHBIX 3HaUeHUu DA kpoBu [25, 16].
YpoBeHb yoenurenabHocTu pekoMenanuu C (YypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 5)
KommenTapuun. B nacmoswee epems ycmanosneno, umo yposeno @A 6 Kposu cHudcaemcs 8
meueHnue OHsl, npuyem camvlil 8blcokull yposeHvb @A 6 Kposu docmueaemcs pano Ympom nocie
HouHo2o 2onodanus. Ilpasuna 3ab6opa kposu na unemp 6 npunodcenuu A3.14.
Pexomenayercs npunep:xuBarbcsi ypoBH PA kpoBu B mpeaenax oT 120 mo 360 Mxmonb/n
NalUeHTaM B BO3pacTe C POXKICHWS A0 12 5eT ¢ Lenplo NpenynpexaeHUus HapyleHUN
HEHUPONCUXUYECKOTO Pa3BUTHSI U KOTHUTUBHBIX paccTpoicTs [29, 16].
YpoBeHb yoenuTeabHOCTH pekoMeHanuu C (YpoBeHb I0CTOBEPHOCTH /I0KA3aTEIbCTB — 5)
KomMmeHnTapuu: wacmeie xonebanus u npesviuieHue yeiesblx mepanegmuieckux snavenuii A
Kposu y Oemell 6 6ospacme 00 12 1em npuoosam enocieocmeuu K HApPYUEeHUIM
HEeUpONnCUXu4ecK020 pa3eumus U KOCHUMUSHvIM paccmpoticmeam [29, 16].
Pexomenayercs npunepxuBarbcsi ypoBHs PA kpoBu B mpeaenax oT 120 mo 360 Mxmoib/n
MalyreHTaM B Bo3pacte ¢ 12-18 JeT ¢ 1enbto npeaynpexaeHus HapyleHuH HEHPOICUXUYECKOTrO
Pa3BUTHS U KOTHUTUBHBIX paccTpoicts [29, 30, 75, 76, 90, 105, 127].
YpoBeHb yoenuTeILHOCTH peKoMeHAanuu B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJbCTB — 3)
Pexomenayercs npuaepxuBarhesi ypoBHs @A kpoBu B mpegenax oT 120 go 360 mMxMousb/n
B3pPOCJIBIM MALMEHTaM C LENbI0 MPEAYIPEXKACHNUS HAPYIIEHUH HEHPOIICUXUUYECKOTO Pa3BUTUS U
KOTHUTHBHBIX paccTpoiicts [29, 30, 75, 76, 90, 105, 127].
YpoBeHb yoeauTeIbHOCTH peKOMeH1auun B (YpoBeHb 10CTOBEPHOCTH 10KA3aTEIbLCTB — 3)
KommenTapuu: oonycxaromcs donee evicokue konebanusi PA kposu Ha oueme, Ho He ebiuie 600

mrmonv/n [29]. Bvino nokazano, umo onumenvHoe nosviuienue yposus PA 6 Kposu y 83pocivix ¢
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DAI-3asucumoti ' @A ompuyamenvHo érusem HA NCUXOIMOYUOHAIbHOE COCMOsIHUE (TaOUTbHOE
Hacmpoenue, 0enpeccus), npueooum K HAPYWEHUIO BHUMAHUSA U OPYeUX HeUpOKOSHUMUBHBIX
Gynxyui [30, 16, 52].

PexoMenayercs ciefoBaTh THNOGEHUIAIAHMHOBOW JIUETe M HPUACPKUBAThCS ypoBH DA
KkpoBu B npenenax ot 120 go 360 Mxmoub/n xeHmuHaM ¢ ['@A B mepuoasl mperpaBuIapHON
noarotoBky, I u Il cemecTpoB OepeMEHHOCTH ¢ 1eNIbI0 MPO(PUIAKTUKHA CHHAPOMA MaTEPUHCKON
OKYV [16, 106, 107, 128].

YpoBeHnb yoenutenasHocTu pekoMenaanuu C (ypoBeHb 10CTOBEPHOCTH J0KA3aTeIbCTB — 4)

KomMmenTapuu: omcymcmsue ouemuueckux ocpanuyeHull u KOHmposs 3a cooepaicanuem DA
KpOBU V OJiCEHWUH 6 NpecpasudapHulli nepuod U 60 6pems 0OepeMeHHOCMU 3HAYUMENbHO
ROBBLLUAION PUCK PA38UMUsL Y N100a «cunopoma mamepurckou @PKYy» [12-74].

Pexomenayercs nmoanep XKuBath HIOKHUMN 11e71eBOi ypoBeHb DA kpoBu He MeHee 120 MKMOIb/I
BceM mnamnueHtaMm ¢ ['PA ¢ menpio nmpouiIakTHKH JeQHUIUTHBIX COCTOSHUN M OCJIOXHEHUH
runodeHnIaIaHnHOBOM AueTHl [31].

YposeHb yoenuteabHocTH pekoMenaanuu C (ypoBeHb 1I0CTOBEPHOCTH I0KA3aTeIbCTB — 4)

KomMmenTapumu: wupoxo ucnonv3yemulii HudicHutl yenesoi yposenb PA 6 kposu — 120
MKMONL/L NOJYYeH HA OCHOBAHUU KIUHUYECKO20 ONblMd, ONUCbIBAlowe20 HebIa2onpusimusle
NOCIe0CM8UsI HA COCMOsIHUE 300P08bsl NAYUeHma npu OJUMENTbHO COXPAHAIOUUXCS O4eHb HUSKUX
koHyenmpayusix @A 6 kposu nayuewma [31]. B Oemckom e6o3pacme 3mo NOBbIULEHHAS
3a601e6aeMOCmb, HUSKUN HYMPUMUBHLIL CMAMYC, IHMeponamudeckull axpooepmamum. Y
83POCIbIX — HEOOCMAMOYHOCHb NUMAHUSA, NCUXOIMOYUOHATbHbIE PACCMPOUCMEA, Y HCeHUUH
penpooyKmusHo2o eospacma — becniooue, y oOepemennvix ¢ ['PA — enympuympoodHas
3adepaicka pazeumusi niood, podicoenue pebeHKa ¢ HeOOCMAmMOYHOU MACCOU mend K CPOKY
eecmayuu [25].

Pexomennyercsi kouTponupoBath @A kpoBu He pexe 1 paza B mecsil Bcem narueHTam ¢ ' DA ¢
MaKCHUMaJbHBIM 3HadeHueM ypoBHsI DA Ha ckpunHuHre 360 MKMONB/T (6 MI/An) B TedyeHue
MEPBOro Toja >KU3HHU C LENbI0 CBOEBPEMEHHOI'O BbISBICHUS MOBbIIeHUS DA M Ha3HaueHUs
MAaTOT€HETUYECKOTO JiedueHHs] u/uinu yrouneHus: Gopmel @A u 00s3aTeIbHOTO IUCIIAHCEPHOTO
HaOmroeHus [42, 43].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB — 4)

KommenTapuu: ruskue yposuu @A no pe-mecmy mpebyrom nposedenusi oug@epenyuanibHou

ouacnocmuku u uckniovenuss BH4- oeghuyumnvix popm I'dA [33].
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PexoMenayercsi peryisapHblii KOHTpodb ypoBHsS DA y mammentoB ¢ BH4-pebunurasivm
dopmamu 'OA ¢ nesnpio Moaaep)aHus ero KOHICHTPAIUU B MIPe/esiaX HOPMAIbHBIX 3HAYCHUN
(o 120 MKMOJIB/JT WitK 2Mr//101) Witk npuOImKeHHbIX K HuM [33, 70].

YpoBeHnb yoenutenasHocTu pekoMenanuii C (ypoBeHb 10CTOBEPHOCTH /I0KA3aTEIbCTB — 5)

KommenTapuu: npu BH4-oeuyumnot I'@A koHmpoab adekeamuocmu mepanuu maxice
nposooumcs no ypostio @A kposu [33, 70].

PexoMenayercsi mccieoBaHue ypoBHS (peHMIIAJIaHMHA B KPOBU BceM nanmeHTam ¢ @A Ha
(doHEe AMETOTEepanuy C HENbI0 KOHTPOJS M MOJICPKaHUS IIETICBhIX TEPANEBTHUECKUX 3HAYCHUN
[16, 22, 66].

YpoBeHnb yoenutenbHocTH pekoMenanuu C (ypoBeHb I0CTOBEPHOCTH /I0KA3aTEIbCTB — 5).
KomMmeHTapum: oanubie pekomeHOayuu OCHOBAHbL HA MHOOJIEMHEM Onvlme pabomvl epavel,
CReYUAIU3UPYIOWUXcs Ha 1e4eHuu nayueHmos genuikemonypueti 6 P®, u 6viiu npedcmasiervl
8 NpeovlOyUuUx KIUHUYEeCKUX peKomeHoayusax no genunkemonypuu. IIpoeooums ucciedosanus
Heobx00uMo co credyrowel 4acmomoul: 6 eospacme 00 3-x mecayes — 1 paz & Hedeno (00
noaydenus pesyiomamos 6 npeoenax om 120 0o 360 mxmonwv/n u danee 1 paz 6 10 oueti); c 1
200a 00 6 1em — ue pedice 1-2 pasa 6 mecay,; ¢ 7 1em u cmapute — He pedice 1 paza 6 3 mecsaya.
B Esponeiickux cmpanax wacmoma pekomeHOyeMblX ucciedosanuti gvlute: 0o 1 2ooa 1 pas 6
Heoenio, om 1 eoda 0o 12 nem 1 pa3z 6 2 nedenu, cmapwe 12 nem 1 paz 6 mecsy, npu no02omoeske
K bepemennocmu 1 pas 6 neoeno, npu b6epemenrnocmu 2 pasa é neoeno[16, 66].

Pexomenayercsi kontposib ypoBHs (DA kpoBu Bcem manueHtam ¢ ['@A ¢ 1enpio OICHKH
s¢dexruBHOCTH Tepanuu [36-41].

YpoBeHb yoeIUTeILHOCTH peKoMeH1aiuii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 2)

KomMmeHTapum: HeoOX00umMo npudeprcusamvcs no8O3PACMHbIX PEKOMEHOAyull no yacmome
KoHmpons yposHs @A kposu.

KoMMeHTapum: ¢ nosgnenuem HO8bIX MepanesmuiecKux 603MONCHOCMEU MeOUKAMEHMO3HO20
JleyeHus pekomeHoyemces npuoepaicueamscs ypogus @A 6 kposu 120-360 mxmons/n (2-6 me/on)
ons ecex so3pacmos [36-42].

Pexkomenayercst mpoBeeHne 00MIero (KIMHUYECKOT0) aHAIM3a KPOBU BeceM manueHTaM ¢ [ DA
C IIETBI0 OIEHKH OCHOBHBIX TIapaMEeTPOB KPOBETBOPCHHS W  HAJIWYUS  BOCHAIUTEIIBHBIX
npoiieccoB He pexe 1 pasa B rox [16, 44, 66, 119-121].

YpoBeHb yoenuTeJIbHOCTH peKoMeH1anuii B (ypoBeHb 10CTOBEPHOCTH I0KA3aTEIbCTB — 2)

KomMmeHnTapuu: nposoodsm ucciedoganue YypoeHs o00we2o 2eMo2i00una, 3pumpoyumos,
JIeUKOYUMO8, MPOMOOYUNOB 8 KDOBU, OYEHKY 2eMamoKpuma, uccie008anue CKopocmu 0ce0anus

apumpoyumos, oughgheperyuposanublil noocuem Jeukoyumos (neuxkoyumapras gopmyaa). [pu
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npuUMeHeHUU 02PaAHUYUMENbHOU Oouembl B03MOJMCHO — pazsumue anuMeHmapHou
aHcene300euyumHoll aHemuu, KOmopas Moxicem umems 1amenmusiii xapakmep. HMccredosanue
nposooumcs e pexce 1 paza 6 200 [16, 45].

Pexkomenayercs nmpoBeneHre o0mero (KIMHAYECKOT0) aHAIM3a MOYH BCeM manueHTam ¢ ' @A ¢
LICITBIO BRISABIICHHS qucMeTabonnyeckoii Hedpomatuu [90].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — D)

KommenTapumn: npu npumenenuu  02panudumenbHolu  Ouemvl  GO3MOJNCHO — pa3gumue
kpucmannypuu. Mccredosanue npogooumcs He pedce 1 paza 6 200.

PexoMenayercs rccienoBanue ypoBHs ¢ochopa, Kamblysl, KpeaTHHUHA B MOYe, OTpeeIeHne
Ocnmka, ampOymuHa B Modue mamueHTaM ¢ ['DA ¢ 1enbl0  BBIABICHUS METa0OIMYEeCKON
uedpomaruu [90, 92].

YpoBeHb yoenuTeabHoCTH pexoMeHaanuii C (ypoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)

KommenTapuu: xe pesce 1 paza 6 200.

Pexomenayercsi B Ipoliecce KOMIUIEKCHOTO OINpeAeTeHUs] KOHIICHTPAIlMK Ha aMUHOKHUCIIOTHI U
AIWIKAPHUTUHBI B KPOBH METOJIOM TaHJIEMHON MacC-CIIEKTPOMETPUU OTPEICIIATh COOTHOIICHUS
deHmnananuHa/TUpo3uHa TareHTaM ¢ @A ¢ 1ebl0 CBOCBPEMEHHOW JIMAarHOCTHUKU H
MpeIynpexaeHus IBICHUH, BBI3BAaHHBIX NEPUIIUTOM TUPO3UHA/M30bITKOM (peHunananuna [101-
103].

YpoBeHb yoenuteabHocTH pekoMenaanuii C (YpoBeHb 1I0CTOBEPHOCTH /I0KA3aTEIbCTB — 4)

KommenTapuu: npu npumenenuu ocpanHudumenbHou oueml 603MONCHO passumue oeuyuma
HEe3AMeHUMbIX AMUHOKUCIOM, 8 YACMHOCMU, mupo3una. Hcciedosanue npogooumcs memooom
MAHOEMHOU MACC-CNeKMmpoMempuu, Yacmoma onpeoensiemcs UHOUBUOVATILHO, 8 CPeOHeM, He
peace 1 paza 6 200.

Pexomenayercsi TpoBeJeHHE aHAIW3a KPOBH OHMOXUMHYECKOTO OOIIEeTeparneBTHYECKOTO
nanyeHTaMm ¢ ['@A ¢ [enbl0 OUEHKUM COCTOSIHHSI MEYEHW, MOYEK M BBISIBICHHUS OTKJIOHEHHM
BOKHBIX OMOXMMHMUYECKHX TOKa3aTelied M WX naiapHenmien xoppekuuu [44, 45, 46, 47, 49, 83,
121].

YpoBeHb yoenuTelbHOCTH pekoMeHaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeNbCTB — 4)

KommenTapuu: ne pesce 1 paza 6 200; yenecoodpasHo onpedenenue cOOMHOuEHUs OeNKO8bIX
Gpaxyuti memooom snekmpoghopesa, ucciedosanue yposHs 2n0Ko3bl, 00we2o benxka, ooue2o
ounupybuna, xonecmepuna, mpueiuyepuoos, Xoiecmepuna TUNOnPOmeuHo8 HU3KOU NIOMHOCMIL,
XonecmepuHa IUnoNpoOmMeuHo8 blCOKOU NAOMHOCMU, KPeAMUHUHA, MOYEeBUHbl, KANbYus 00uje2o
U UOHUBUPOBAHHO20, HAMPUSL, KAUs, HeopeaHuueckozo gocgopa, sncenesa, geppumuna, 25-OH

sumamuna J[ 6 Kposu, ucciredosanue YpoeHs (Honuesol KUCIOmMbl 8 CblBOPOMKe KpO8U,
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onpeoeiieHue aKmueHoCmu wenouHol Gochamasvl, aranunamuromparcgepazvl  (AJIT),
acnapmamamunomparncgepasvt (ACT) 6 Kposu, ¢ yenvlo OyeHKu OAIAHCA BANCHEUWUX
HYMPUeHmo8 npu Ouemomepanuu, OYeHKU Kaibyueso-pocgoprnoco oobmeHna, OYeHKU coCmoanus
nouex, neyeHu ¢ nepuooudHocmvio 1 pas 6 200 npu npUMeHeHUU O02PAHUYUMENbHOU Ouembl
B03MOJCHO pazeumue OUCNPOMeUHeMUlY, HAapyuleHus MUHepalbHo20 oOMeHa u Oeduyuma
CCeHYUANbHbLIX MUukposiemenmos. [44, 45, 46, 47, 49].

Pexomenayercst ompezneneHue ypoBHs BuTamuHa B12 (umanokoOanaMuH) B KpPOBH BCEM
narueHTam ¢ DA, HaxomsmuMcs Ha AMETOTEPANlUU, C LEIbI0 OICHKH €ro YpPOBHS U
CBOEBPEMEHHOM KOPPEKIMK OTKIIOHEeHHH [135].

YpoBeHb yoenuTeabHOCTH pekoMeHaanuu C (YpoBeHb I0CTOBEPHOCTH JI0KA3aTeIbCTB — 4).
KomMeHTapumM: HeoOX00umMo KOHMpOIuposams ypoeeHs eumamunos epynnel B ¢ yenvio
nPouUIAKMUKY  OeQUYUMHBIX COCMOSHUL ULU 2Unepeumamuno3os. Yacmomy uccredosanus
onpeoensiem aeyawuli 6pay 8 3a8UCUMOCIU OM KIUHUYECKo20 cmamyca. [lemsam nepeo2o 200a
JHCUZHU BO3MONCHO KOHMPOIUPOBAMb NOKA3amenu pas 6 6 mecayes, oanee — He pedice 1 paza 6
200.

Pexomenayercst mpoBeieHUE YIbTPA3BYKOBOIO HCCIEAOBAaHUA MOYeK mnanueHtam c¢ @A B
CBS3M C BBICOKOH BEPOSTHOCTHIO PA3BUTHS TIOPAKEHUS IOYEK C IICJbI0 CBOCBPEMEHHOMN
JTMArHOCTUKHU M TEPAlK JaHHbIX cocTostuui [99, 109].

YpoBeHb yoenuTeabHocTH pekoMenaanuii C (YpoBeHb I0CTOBEPHOCTH JI0KA3aTEIbCTB — 4)
KomMmeHnTapuu: o6siuno 6 kavecmee CKpUHUHS-OUACHOCMUKU U OUHAMUYECKO20 KOHMPOJs
nposooumcs Y3U nouex nayuenmam c¢ I'PA ne pexce 1 pasa 6 200 011 6blAGIEHUSA
oucmemabonuyeckux Hegpponamuil, He@pOKAILYUHO3.

PexoMenayercsi MpoOBEJCHNUE YIBTPAa3BYKOBOTO WCCIECIOBAHUS OPraHOB OpPIOIIHOW ITOJIOCTH
(xommekcHoro) mnamueHtam ¢ ['DA ¢ 1enbio CBOEBPEMEHHOI'O BBISBIICHUS H3MEHEHHH CO
CTOPOHBI TICUCHH U TIOJKEITYI0OUHOM *keme3nl [99].

YpoBeHb yoenuTelbHOCTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB — 5)
KomMmeHnTapum: o00viuno 6 Kauecmee CKPUHUHS-OUACHOCTIUKU U OUHAMUYECKO20 KOHMPOTs
npo8ooUmcs yibmpaszgykogoe ucciedosanue (Y3H) opeanos oprownou norocmu (KOMIIEKCHOe)
He peoce 1 pasa 6 200 nayuenmam ¢ ' DA Ons eviasieHus U3MeHeHUli O CMOPOHbL NeYeHUu U
HOOJHCENYOOUHOU Jicele3bl.

Pexomenayercsi mpoBeneHue nekrpodHiedanorpadun (3317) mamuentam co BceMu GpopmamMu
DA npu HaATMYUU HEBPOJOTUYECKOW CUMIITOMATUKHU C IENbIO BBISBICHUS JMUICOTHYECKON
aktuBHOCTH [91].

YpoBenb yoeauTeabHOCTH pekoMenaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 4)
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KommenTapuu: npu Heobxooumocmu npogoosm makx odice dlekmposnyepanrozpagpuio ¢
sudeomornumopurecom. D3I u DD -monumopune npogoosim no NOKA3AHUSM, npu CMabUIbHOM
meuenuu — 1 paz 6 200.

PexoMeHnayeTcsi TpOBEJCHHE MAarHUTHO-PE30HAHCHOW TOMOrpaduu TOJOBHOTO MO3ra B
IpolLecce AUCIIaHCEPHOro HaOMIOAeHU ManueHTaMm co Bcemu Gopmamu I'OA, npu Hanuuuu y
HUX HEBPOJOTMYECKOW CUMITOMATUKH, IUIS BBIIBICHUS POTPECCUPYIOLIUX U3MEHEHHH 0enoro
BelecTBa Mo3ra [ 14, 45].

YpoBeHb yoenuTEeILHOCTH peKoMeH1anuu B (YpoBeHb 10CTOBEPHOCTH /10KA3ATEIbCTB — 3)
KomMmeHnTapuii: 8o3moocHo npogedeHue MacHUMHO-PE30OHAHCHOU MOMO2pAPUU  207108HO20
M032a ¢ npUMeHeHueM KOMOUHUPOBAHHO20 UHEANAYUOHHO20 HapKro3a. ¥V 90% nayuenmos ¢ I DA
Habno0aemcs npocpeccupyloujee nopajicenue 0en020 ewecmea Mo32a 0axce npu OMmcymcmeuy
Hegponocuyeckux Hapyuenui. C 803pacmom y Heledenvix uiu yuleouux ¢ ouemsl nayuenmos
usmenenus na MPT 6onee svipadcenvi. Cuumaemcs, umo 8vicokuul ypogenv PA y neneyeHvix
nayueHmos nPenamcmeyem MueiuHU3ayuu HetipoHo8 M032d, 8 Mo 8peMs KaK 8 clyyde paHHe20
JeyeHus Gopmuposanue muenuna He Hapywiaemcs. Ilogpescoenue muenunogou 0060104KU
ModHcem npoucxooums noo enusHuem nosviutenus PA na ¢pome pacwiupenuss unu omrkaza om
ouemnwl, a Makoice 8 pe3yibmame HU3KOU KoMniaenmuocmu nayuenma [14].

PexoMeHnayercsi  TMpOBEACHHWE  PEHTTCHOACHCHUTOMETPHH  (HMCCIIEZOBaHUE  MHUHEpAIbHOU
IUIOTHOCTH KOCTHOW TKaHW) y TAIMEHTOB cTapmie 5 JeT I JAUAarHOCTUKH OCTeOIopo3a,
BBISIBJICHHUSI TPYIIIBI PUCKA MO OCTEONOPO3y M MpUHSTUS TpodunakTuueckux mep [48, 50].
YpoBeHb yoenuTEeILHOCTH peKoMeH1aluii B (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJILCTB — 2)
KommenTapum: vacmoma ucciedosanuit — no nokasanusm, Ho e yawe I pasa 6 200 [48, 50].
Pexomenayercst mpoBelneHuEe peHTreHorpaguu KUCTH JeTssM co Bcemu ¢opmamu ['DA,
UMEIOIINM 33/IEPKKY (PU3NIECKOTO PA3BUTHUS U TIOJIOBOTO Pa3BUTHS, JJISl ONIPEIEIIEHUS] KOCTHOTO
BO3pacTa U JOMOJIHUTENBHOMN OLIEHKH KalblineBo-pochoproro oomena [104].

YpoBeHb yoenuTeqabHOCTH J0Ka3aTebeTB C (YPOBEHb 10CTOBEPHOCTH peKOMeHIanu —4)
KommenTapum: uccredosanue npogooumcs nayuenmam c 2 iem

PexoMeHnayeTcsi TpOBEIEHHE HMHCTPYMEHTAIbHBIX 00CIEOBAaHUNH B  COOTBETCTBUU C
PEKOMEH/IAIUSIMH TI0 aTEPOCKIIEPO3y U UIIEMHUYECKOH OOJIE3HM cepliiia B CBS3H C 0oJiee 9acThIM
BBISBJICHUEM JIAaHHOW MaTOJIOTMH y manueHToB ¢ ['DA miig CBOEBPEMEHHON JMArHOCTUKH H
cTapTa/koppekuuu tepanuu [83, 99].

YpoBeHb yoenuteqasHoCTH 10Ka3aTebCTB C (YPOBEHb J0CTOBEPHOCTH PEKOMEHIAIUH — 5).
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KommenTapuii: nposooumcsa pecucmpayus 31eKmpokapouocspammsvl nayueHmam co ecemu
Gopmamu I'PA, 6 cpednem, He pedxce 1 pasa 6 200, npu HeoOXOOUMOCMU, NO NOKA3AHUSM,
axoxapouozpaghusi.
PexoMenayeTcsi peructpanusi 3JIEKTPOKApAHOrpaMMbl H/MIM TMPOBEICHUE 3XOKapAuorpaduu
nanueHTaM ¢ HapylleHueM oOMeHa TeTparuApoOHONTeprHa, MOTYYAIOIIUM IpernapaTsl IPYIIIbI
NO04B nodamMuHepruveckue CpeIcTBa C mMesiblo KOHTPOJIs T0O00YHBIX ¢ dekToB JieueHus [87].
YpoBeHb yoenuTeabHOCTH 10Ka3aTebCTB C (YPOBEHDb 10CTOBEPHOCTH PEKOMEHIAINH —5).
KommenTapuii: nposooumcs, 6 cpednem, ne peoice 1 paza 8 200.
Pexomenayercst npuem (0CMOTp, KOHCYJIbTALMs1) BpaUOM-TE€HETUKOM MIEPBUYHBIN U TOBTOPHBIN
C IIETbI0 OLIEHKM HYTPUTHUBHOTO W TICHXOHEBPOJOIMYECKOrO cTaryca mamuentam ¢ ['®A s
CBOCBPEMEHHOTO BBISBJICHHMS HApyIIEHUH W TpU  HEOOXOAMMOCTH HAmpaBiICHHUS K
COOTBETCTBYIOIIEMY CHCHUATUCTY 11 HAOIIOACHHS U KOppeKIuu JieueHus [16].
YpoBeHnb yoenurenbHocTH pekomenanuii C (ypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5).
Kommenrapuii:  onmumanvuas — wacmoma — HAOMOOeHUs,  CO2NACHO  €8PONECKUM
PEKOMEHOAYUSIM.

- 6 6o3pacme 00 1 co0a — ne pedice 1 pasa 6 2 mecaya

-c 1 200a 0o 12 nem — ne peoice 1 pasa 6 6 mecayes

-c 12 00 18 nem — ne peoce 1 paza 6 6 mecsyes

- cmapuie 18 nem — ne peaice 1 paz 6 200

- npu bepemennocmu — He pexce 1 pasa 6 mpumecmp [16].

Coenacno mHenuio pabouetl 2pynnsvl pOCCUNCKUX IKCNEPMOB, UeNecO0OPAIHO NPOBOOUNb
bonee uacmoe HabIOOeHUe nayueHmos 8 gospacme 00 1 2o0a — e pexce 1 paza 6 mecsay, c 1
200a — He pedice 1 pasza 6 3 mecaya, ¢ 7 iem — He pexce | paza 6 6 mecayes, cmapuie 18 1em —
He pedice 1 paz 6 200, y bepemennvix — ne uawe 1 pasa 6 mecsiy [16].
Hannvie  pexomenoayuu — OCHO8AMbI  HA  MHO2OJEMHEM  Onvlme  pabomvl  8pauell,
CReyuanu3upyroOwuxcs Ha JedeHuu nayueHmos c genunkemouypueil 6 P® u aunanocuunviv
peKomenoayusm, pazpabomarnnvim ¢ cmpanax Eepocorosa [16].
PexomengoBaH mpueMm (OCMOTpP, KOHCYJIbTallMsl) Bpaua-AMETOJIOra MEPBUYHBIA U MOBTOPHBIN
(He pexe 1 pasa B 12 MecsneB) MalMeHTaM C YCTaHOBJEHHbIM auarHozom ['®A mns
JIOTIOJTHUTEIILHON KOPPEKIUK JUETOTepauu ¥ oneHku 3ddektuBHOCTH nueTh [16, 21, 23, 25,
26].
YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
KomMmeHTapum: xoncyrbmayus 8paua-ouemonoea noKa3aHa NayueHmam ¢ yeivlo OKA3aHus

cneuuaﬂuwpoeannoﬁ Me()uuuHCKOﬁ nomouu. Iamocenemuueckum memooom  JeueHus
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Genunkemonypuu saersemcs ouemomepanus. Yacmoma nocewenus epaua-ouemono2a — no
NOKA3aHUAM

PexomenaoBaH nucrnaHcepHbId MpHeM (OCMOTpP, KOHCYNbTAllMs) Bpada-lieuarpa WM Bpada-
TepaneBra narueHTam ¢ DA He pexe 1 pasa B 6 MecsleB Ui OICHKH OOIIETO COCTOSHUS
3JI0POBBSI U ONPEICIICHUS TAKTHKHY JajbHekmei Tepamnuu [16].

YpoBenb yoeauteabHocTH pekoMeraanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
Pexomenayercst nucnaHcepHbIil pueM (OCMOTp, KOHCYJIbTAIlMs) Bpaua-TeHeTHKa MalueHTaM ¢
YCTaHOBJICHHBIM AUaruo3om ['DA ¢ 11e1bi0 KOHTPOJIst 3P PeKTUBHOCTH AueToTepanuu [16].
YpoBeHb yoenuteabHOCTH pekoMeHanuu C (YpoBeHb I0CTOBEPHOCTH /I0KA3aTEIbCTB — 5)
Pexomena0BaH MCIIAHCEPHBIN MpHeM (OCMOTP, KOHCYNbTAlMs) Bpaya-Kapauoyiora/ AeTCKOro
Kapauosiora nanuentam ¢ @A e pexxe 1 paza B 12 mecsIeB i CBOEBPEMEHHOTO BBISIBICHUS
W/WJIM MOHUTOPHHTA KapAHOJIOTHYeCKUX U3MeHeHui [4,5, 16, 45, 83].

YpoBeHb yoenuteabHocTH pekoMenaanuu C (YpoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
PexoMena0BaH MCIIaHCEPHBIN TTpUEM (OCMOTP, KOHCYJIbTAIlUS) Bpada-HEBPOJIOTa MAI[UEHTaM C
['DA no mokazaHusiM 75l CBOEBPEMEHHOTO BBISBIICHUS W/UJIM MOHUTOPHHIA HEBPOJIOTHYECKHUX
W3MEHEHUH U ONpPE/ICIICHUsI TAKTUKY JieueHus [ 16].

YpoBeHnb yoenureabHocTH pekoMenanuu C (YypoBeHb 10CTOBEPHOCTH 0KA3aTEIbCTB — 5)
PexomeHna0BaH [UCIAHCEPHBI mpueM (OCMOTp, KOHCYNbTallMA) Bpada-odTaapMoora
nanuenTam ¢ @A ocmoTp He pexe 1 pasa B 3 roja ¢ 1EIbI0 BBISIBICHUS TJIA3HOW MATOJIOTHUN
[16].

YposeHb yoenureabHocTu pekoMenaanuu C (YpoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
PexomengoBan mpuemM (OCMOTp, KOHCYIbTaIlUsl) Bpaya-TaCTPOIHTEPOJIOra MEPBUYHBIA U
MOBTOPHBIA (TP HEOOXOAMMOCTH) TAIlMeHTaM C YCTaHOBIEHHBIM auarHozom ['DA, mpu
HaJW4YMM  TOKa3aHWW, JUISI  CBOEBPEMEHHOTO  BBISIBJICHUS  W/WJIM ~ MOHHUTOPHHTA
racTpO3HTEPOJIOrHUecKor naTojaoruu [16].

YpoBensb yoenutelbHOCTH pekoMeHaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
PexomennoBan mpueM (OCMOTp, KOHCYJbTAllMsI) Bpada-TICUXUATpa TMEPBUYHBIA U TTOBTOPHBIN
(mpu HEoOXOAUMOCTH) TAIMeHTaM C YCTaHOBIEHHBIM JuarHozoM ['DA, mpu HaIUIUH
MOKa3aHUM, [  OLEHKU  [CUXUATPUUECKOTO0  CTaTyca, KOPPEKUUH  BBISBIEHHBIX
NICUXUATPUICCKUX HAPYIICHUN U OTIPECICHUS TAIbHEHIIIeH TaKTUKY JieueHus [16].

YpoBenb yoeauTeabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
PexoMennoBaH npueM (TeCTHpOBAaHWE, KOHCYIbTAIUS) MEIUIIMHCKOTO TICHXOJIOTa TMePBUYHBINA

Y MOBTOPHBINA HE pexe 1 pa3za B roa nauueHtaM ¢ '@A, npu HamuuuM noKa3aHU, J19 OLICHKH U
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KOPPEKLUUU TCUXOJOTHYECKOr0 COCTOSIHUSL M ICHXOJIOr0-IeAaroru4eckoro COIMpPOBOXKIECHUS
cembu [30, 51, 52].

YpoBeHnb yoenurensHocTu pekoMenaanuu C (YypoBeHb T0CTOBEPHOCTH J0KA3aTEIbCTB — 5)
KommeHnTapuu: o0ns oyenwku unmeniekma u Opyeux 6udo8 NCUXUYECKOU OesimelbHOCU
nayuenmos ¢ I'DPA ucnonvzyrom coomeemcmayrwjue npocpammsl u mecmol. Bo epems
nepexooHo20 nepuooa NoOpPoOCMKAM O0COOEHHO HeoOXO00UMAa NCUXONOSUYECKAs NOMOWb NO
80NPOCAM KOMMYHUKAYUU 8 ceMbe U obuecmee, NpoghecCuoHanrbHoU opuenmayuul, OJisl HCeHUJUH
¢ I'PA akyenm cnedyem oenamo aKyeHm HA 80NPOCAX, CEA3AHHBIX C DEPeMEeHHOCbIO.
Ilcuxonozuueckas nomowb NAYUEHMAaAM Moxcenm nompedosamy Kypc 3aHAmMuLl — 6 3a8UCUMOCMU
om UHOUBUOYANLHBIX 0OCOOEHHOCMEU NAYUEHMA U CEMbU.

PexomengoBan mpueM (OCMOTp, KOHCYNbTAaIlMs) Bpada CypAOJIOra-OTOPUHOJIAPUHIOJIOTA
MEPBUYHBI M TIOBTOPHBIN, NIpH HeoOXoauMmocTH, nanueHTam ¢ @A ¢ 1enpio HCKIIIOYeHUs
HapyILICHU ciyXa y peOeHKa C 3a1epKKOM TEMITOB IICUXO0peUYeBOro pa3purtus [88].

YpoBeHb yoeIUTeILHOCTH peKoMeH1anuu B (YpoBeHb 10CTOBEPHOCTH I0KA3ATEJIbCTB — 3)
PexomengoBan rmpuem (OCMOTp, KOHCYJbTallMsl) Bpaya-IepMaTOBEHEPOJOra MNEpPBUYHBIN U
noBTOPHBIN nanueHTam ¢ ['A ¢ 1enpio TMarHoCTUKY MaTOJIOTHH KOXKHBIX TOKPOBOB U M0100pa
PALMOHATILHOTO JICYEHUS IPU HAJMYKUU NToKa3zaHui [78].

YpoBeHnb yoenureabHocTH pekoMenanuu C (YypoBeHb 10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
PexomengoBaHo rmpuemM (OCMOTpP, KOHCYJbTAalUsl) Bpada-dHIOKPUHOJIOTA MEPBUYHBIN U
MOBTOPHBIA, NIpU HeoOxoauMmocTH, nanueHTam ¢ ['@A, npu Hanuuuu TNOKa3aHUMl, C LEJbI0
YTOUHEHUs HapyIIeHUs! PYHKIIUN SHAOKPHUHHOM cucteMsl [3, 84, 85].

YposeHb yoenureabHocTH pekoMenaanuu C (YpoBeHb J10CTOBEPHOCTH J0KA3aTEIbCTB — 5)
PexoMeHnaoBaH ocMOTp (KOHCyJbTalusl) Bpaya-pusnorepaneBTa nauueHTam c¢ ['DA, mpu
HaAJIMYUY TIOKA3aHUH, C [eNIBI0 COCTAaBJIEHUS IJ1aHa (PU3MOTEepaneBTUIECKUX nporeayp [86].
YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — 5)
PexoMeH10BaH TMCIIAHCEPHBINA NprUeM (OCMOTp, KOHCYJIbTAIMs) Bpadya-aKyllepa-THHEKoJIora 1
JTUCIIAaHCEPHBIN MpueM (0CMOTp, KOHCYJIbTAIMs) Bpaua-TeHeTuKa >keHiuHaMm ¢ @A Bo Bpems
OepeMeHHOCTH (C MEPUOJUYHOCTHIO, MPEAYCMOTPEHHOM COOTBETCTBYIOIIMMH JOKYMEHTaMH,
perIaMeHTHPYIOUMMH HaONII0/IeHHe 3a OepeMEeHHBIMH) C LEeNbI0 KOPPEKLIHMH TEepanuu |
koHTpoust DA kposu [72-74].

YpoBenb yoeauteabHocTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTEIbLCTB — 5)
PexoMeHnayercsi TMpOBOAUTH MPOQMIAKTUYECKYIO BaKIMHAIUIO manueHtam c¢ ['DA, npu
OTCYTCTBUHM MEAMIIMHCKHX MPOTUBOIOKA3aHUN, C LIETbI0 (OPMUPOBAHUS MMMYHHOW 3aIUThI

opraamu3Ma ot uHdeknui no rpaduxy [16].
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YpoBenb yoeauTeabHOCTH pekoMeHaanuii C (ypoBeHb J0CTOBEPHOCTH 10KA3aTEeIbCTB — 5)
Kommentapum: ' @A ne asnsemca npomugonokazanuem 0as npo@huiaKkmudeckol 6aKyuHayuu
[140, 141)/Ipu nanuuuu conymcmeyrowux 3a0601e6anuili paspewenue Ha nPosedeHUe NPUSUSOK
oaemcst COOmMBEMCMEYIOWUM CREYUATUCMOM. []anHble peKoMeHOayuy OCHOB8AHbL, 8 MOM HUCe,
Ha MHO2OemHeM onvime pabomuvl eépauell, CHeYUudarUsUPyrOWUXcs Ha JedeHul NayueHmos ¢

Genunkemonypueti 6 PO.

6. Opranu3anusi oKa3aHusi MeIUIIMHCKONH MOMOIIU

6.1 Iloka3zaHus K roCIUTAJIH3AINHA

[Tokazanus 115 TUIAHOBOM TOCIUTANM3AIMH B METUIIMHCKYIO OPTaHU3aIUIO:

1. TIpoBeneHue NUarHOCTUKHU U JICUEHUS, TPEOYIOUINE MPOIOJKUTENBHOTO (THEBHOE UITU
KPYTJIOCYTOYHOE MpeObIBaHNE) MEAUIIMHCKOTO HAOMIOIEHUS! 1 MOHUTOPUHTA KIIMHUKO-
1ab0paTOPHBIX MOKa3aTeNeH;

2. HeoOXomuMOCTh TIPOBENCHUS PA3JIMYHBIX BHJIOB JKCIEPTH3 WIH OOCICOBaHHUS B
MEAMIIMHCKOW OpraHu3allMd TpU HEBO3MOKHOCTU MPOBEICHHS HUX B aMOYIaTOPHBIX
YCIIOBUSAX (B TOM qucle odopmiieHHe 3aKJTFOYECHUS benepanbHOTO
KOHCHJINyMa/BpaueOHONH KOMUCCHH).

3. TlpoBeneHHE TECTHPOBAHUS YYBCTBUTEIBHOCTH K CAPONITEPUHY ™ *.

KommenTapuu: nposedenue Hacpy3zounHoeco mecma ¢ canponmepuHom™* mooicem Ovimov 6
VCIOBUAX KAK KPY2IOCYMOYHO20, MAK U OHeBH020 cmayuoHapa (npunodcerue A3.12).

Ilpu cmayuonapnom JleveHuu nayuenmy HA3HAYAEMCs 2UNOQDEHUNANaHUHO8As Ouema U
AMUHOKUCTOMHASL CMECb.

[TokazaHus U1t SKCTPEHHOM TOCITUTATN3AINH B MEIUIIUHCKYIO OPTaHU3aIUIO:

1. Octpble yrpokamomue A KH3HU U Pa3BUTHUS OCIOXKHEHHH COCTOSHUS, TPEOYIoIue
HEOTJIOKHOTO JICYCHHUS, B TOM UMCJIE€ WHTCHCHUBHOU TEpaInu, a TaKkKe KPyriIoCyTOYHOTO
MEIUIIUHCKOTO HAONIONICHUS] W TPOBEACHUS CIIEIUAIBHBIX BUAOB OOCIECIOBAHUS H
JICYCHHSI.

[TokazaHus K BBITUCKE MAIIMEHTA U3 MEAUITMHCKON OpraHU3aIiu:

1. OrcytcTBHE Yrpo3bI IS )KU3HH MALMEHTA U YTPO3bl PA3BUTUS OCIOKHEHHIA, TPEOYIOIMUX
HEOTJIOKHOTO JICYCHHS ITPH 3aBEPIICHUH JTHATHOCTUICCKUX MEPOITPUSATHH.

2. CraOunu3aliiss COCTOSHUST W OCHOBHBIX  KIIMHUKO-JTA0OPATOPHBIX  TOKa3aTeyen
MATOJIOTUYECKOTO  TpOoIlecca, OTCYTCTBHE HEOOXOAMMOCTH B  MPOJIOIDKUTEIEHOM

MEAWIIMHCKOM HAOIIOIEHUH (JIHEBHOE UM KPYTIIOCYTOYHOE MPeObIBAaHUE);
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3. BeimonHen maH oO0cineAOBaHUS U JIGYCHHs [AlMEHTa, JaHbl PEKOMEHIAlUU TI0
JaTbHEUIIEMY HAOIOICHUIO U JICUCHHIO.
4. HeoOxomuMmocCTh TMepeBoja IMalMeHTa B JPYroe MEIUIMHCKOE YUPEXKICHHE WU

YUPEKACHUEC COLMUAIIBHOT'O obOecreyeHus.

6.2 IIpuHIMIOLI OPraHU3ANNHA MEeINIHHCKON noMony nanueatam ¢ DA

llocmanoeéxka ouaenosa I'PA cmasum MHO20 60npPOCO8 neped pPoOCMBEHHUKAMU
nayuenma u nepeo cneyuaiucmamu, pabomarowumu ¢ maxkumu nayuenmamu. Ilpu
0OHapydceHuu U pazeumuu 3a001e6aHUsL BO3HUKAIOM MHOSOYUCTIEHHbIE NPOOIeMbl, OISl peuleHus
KOMOpbLIX — mpebyemcs — pamMOmHaAs — OpeaHu3ayus — npoyecca NOMOWU NpU  YYACMUU
MYTMUOUCYUNTUHAPHOU KOMAHObL CHEeYUAIUCmos u cobnio0eHue OCHOBHbIX NPUHYUNOG U
n00X0008 K ee OKA3AHUIO.

Jlannvie npunyunvt 00NCHLL COOIIOOAMBC HA NHOOOM >mane OKA3AHUSL MeOUYUHCKOU
nOMOWU, KAK 8 MOMEHM MNOCMAHO6KU OUACHO3A, MAaK U Ha J11000M smane HAONI0OeHUs
nayuenma.

1) TlanmeHT ¥ ero MpeACTaBUTEIH JOJDKHBI MOJydYaTh MOJTHYI0 HHPOPMAILUIO O 3a00JICBaHKH,
€ro TEUEHUH, N1aTOT€HEe3€, IPOrHO3axX, OCIOKHEHUIX U METOJaX BO3MOXKHON TepaIuy.

2) uarno3 '®A moapasymeBaeT BO3MOXKHOCTh OKa3aHUS MIEPBUYHOM, CLICHUATU3UPOBAHHON U
MaJJIMaTUBHOM MMOMOIIM Ha BCEX 3Tanax 3a00JIeBaHHUs.

3) Ilpu mnocranoBke aumarHo3a ['DA, cembs JIO/DKHA OBITh HANpaBiCHa K CICIHAIKCTY,
uMerIeMy OmbIT paboTsl ¢ manueHtamMu ¢ ['DA, obmagaromero CcoBpeMeHHOH
uHpopmanuelt o TedeHUH 3a00JieBaHMsI M BO3MOXKHOCTH YYaCTHsl B KIMHUYECKHX
UCHBITaHUAX (HOBBIX JIEKAPCTBEHHBIX IMPENapaToB W/WIM TEXHUUYECKUX YCTpOMCTB). Taxxke
BaXHBIM  SIBJIsieTCST MH(OPMUPOBAaHME CEMEH O CYHIECTBYIOIIUX  OOLIECTBEHHBIX
OpraHu3aIysIX, paboTaOUMX C 3TON IPYNION NallMEeHTOB.

4) K nabmonenuro 3a nanueHToM ¢ @A nomkHa OBITH MPHUBJICYCHA MYIbTHAUCIUILTHHAPHAS
KOMaH/a CIEeLUaINCTOB B COCTaBe: Bpauda-lieAuarpa/ Bpada-TepareBTa, Bpada-T€HETHKa,
Bpaya-IueToora, Bpadya-HEBPOJIOra, MEJIUIIUHCKOTO IICUX0JIOTa, Bpaya-
9HJIOKPUHOJIOTa/IETCKOTO IHJIO0KPUHOJIOTa, Bpada-TICUXUaTpa, Bpada-KapAHoJora/JeTCKoro
Kapauoyora, Bpada-pu3noTepaneBTa/Bpaya MO0 MEIUIMHCKOW  peaOuiIuTanuu/Bpaya
¢buznyeckoil W peaOWIMTALIMOHHOW MEIWIUHBI, Bpaya-racTpodHTeposiora. [pyrue

CIICHHUAIMCTHI JOJIKHBI IPUBJICKATHCA IO MEPE BO3ZHUKHOBCHUA CHeHI/I(l)I/I‘IeCKI/IX HpO6HeM.

KomMmeHTapum: epau-cenemux ocywecmensiem OCHO8HOe HAOII0OeHUue 3a NAYUeHmamu c
I'®PA. B kpye obsazanmocmell 6paua-ceHemuka 6xo0um o00ciedoeanue U NoCMAaHoO8Ka
0UazHo3a, UHGOPMUPOBAHUE ceMbU O 3a001e8aHUU, cOCMAasieHue NIAHaA MHO2ONPOPUILHO2O
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HabnooeHus, HabnooeHue 3a NAYUeHMOM, OYeHKA OUHAMUKU U CMeNneHU Npo2peccuposaniis
3a001e6aHUsl NPU pe2YIAPHbIX OCMOMPAX, HA3HAYeHue namozenemuyeckol mepanuu. [lpu
Hacmynjienuu gepmuibHo2o eospacma y nayuenmos ¢ I @A 6 obsazanHocmu 8pava-zeHemuxa
éxooum cocmaegienue NIAHA — NPecpasudapHoll  N0020MoOSKU  Oas  NPOQPUIAKMUKU
mamepunckou @KV, mecmuposanue napmuepa Ha 2emepo3ucomuoe HOCUMENbCMBO
namozeHHvix sapuanmos 8 cerne PAH (unu opyeux eenog 6 3agucumocmu om gopmol I'@A y
nayuenma). Ilpu cocmasnenuu niana MHOLONPOPUILHO2O HAONIOOEHUS, BPAYU-CeHEeMUK
onpeoensiem KpamHoCmv HAOI00eHUsL Y OpPYyeUx CReyuaIucmos MHO2ONPOQUIbHOU KOMAHObL
COOMBEMCMBEHHO MeKYywemMy cocmosnuio nayuenma. Ilpu xaxcoom ocmompe 8pay-eeHemux
ocyujecmansem nepeoyeHKy mexkyujeeo COCMOSHUA NayueHma u 8 COOMEEemcmeuy ¢ IMum
BHOCUM KOPPEKMUPOBKU 6 NJIAH MHO2ONnpoduibno2o Habnodenus. Takoce 8pau-eeHemux
ocywecmensem — Habnwoenue — pebeHka ¢ cCUuHOpomom  mamepunckou — DKY
(KoHCYIbmuposanue, onpeoeieHue makmuku 00C1ed08anus, 6 mom yucie, HeobxXooumocmu

JHK-0uaecnocmuxu u unmepnpemayuu ee pe3yibmamos).

7. JonosHuTeNIbHASA HHPOpMaud (B TOM YucjIe GaKTOPbI, BJUSIONINAE HA

HCXO0/1 3200/1eBAaHUS WJIH COCTOSTHMS)

I'A — xpoHHMueckoe HeuzieuuMoe 3a00JeBaHME, NMOATOMY MAllMEHThl HYXAAIOTCS B
AKTUBHOM JIMUCIIAHCEPHOM HAOJIIOJIECHUM U HENpepbIBHOM JeueHuu. [Ipu cBoeBpeMeHHON
JUArHOCTHKE M aJEeKBAaTHOW Tepanmuu KIMHWYEeCKas KapThHa Oosee OnaronpusiTHa, Mpu
OTCYTCTBHM - MOpPa)XCHHE HEPBHOM cHUCTEMBI OBICTPO Mporpeccupyer. MHorue mnanueHTsl,
CBOEBPEMEHHO JMAarHOCTHUpPYEMblE U TMOJyYarollMe aJIeKBaTHYIO TEpanuio, J0KUBAIOT J10
IPEKJIOHHOTO BO3PACTa, KHUBYT ITOJIHOLIEHHON KHU3HBIO U OCTaBIISIOT 3[0POBOE IOTOMCTBO.
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KpnTeplm OLICHKHU KaYecTBa HepBl/I‘IHOﬁ MeI[l/IKO-CaHI/ITapHOﬁ nmomMomm

Kpurepun oueHkun kayecTBa MeIMKO-CAHUTAPHOM MOMOLIM

Kpurepuu onenku kadecrsa

Ornenka
BBIMIOJIHEHUS

Brinonnen npueM (0cMOTp, KOHCYINIbTalUs1) Bpaya-TneIMaTpa Wik Bpada-
TeparneBTa MEePBUYHBII

Ha/Her

Brinonnen npuem (0cMOTp, KOHCYNIbTaIMsl) Bpaya-reHeTHKa NEepPBUYHBIH

Ha/Het

Brimonneno uccnepoBanue ypoBHs (heHMIATaHWHA B KDOBH B paMKax
IIPOBE/ICHUS] HEOHATAIbHOIO CKPUHHUHIA

Ha/Her

BrimonHeHo uccnenoBaHue ypoBHs (heHUIIAIaHWHA B KPOBH BCEM
MalreHTaMm ¢ nojo3peHueM Ha ['OA

Ha/Her

BrinonHeHo uccnenoBaHue ypoBHs (heHUIIalaHuHA B KPOBU BCEM
nanueHTam ¢ @A Ha ¢oHe AueToTepanuu B BO3pacTe A0 3-X MECSIEeB —
1 pa3 B Hezeno (10 MOTy4YeHUs pe3ynbTaToB B npeaenax ot 120 go 360
MKMOJIb/JT 1 fganee 10 1 roga 1 pas B 10 gueit); ¢ 1 roga 1o 6 et — He
pexe 1-2 pasza B mecsIr; ¢ 7 JIeT U cTapiie — He pexe 1 pa3a B 3 mecsna

Ha/Her

[IpoBeneHo B mpoiiecce NPOBEACHUS KOMIUIEKCA UCCIIeIOBAaHUM TS
JTUArHOCTHKHU (PEHIIIKETOHYPHUH IMPOBOIUTH MOJIEKYISIPHO-TCHETUYECKOE
uccnenoanne mytanuii B rerax PAH, PTS, QDPR, GCHI, PCBD, SPR,
DNAJCI12 B xpoBH BceM MalMeHTaM ¢ runepeHunagaHuHEMUEN, y
KOTOPBIX HE BBISIBJIEHO YacThIX MyTanuil B rene PAH

Ha/Het

IIpoBenen B mponecce MpOBEAECHUS KOMIUIEKCA UCCIIEI0BaHUM s
JMAarHOCTHKH (PEHUIKETOHYPUH Harpy30uHbIi TECT C CAIPONTEPHHOM (B
TedyeHue He MeHee 48-yacoB) ManMeHTaM CTapiie rojia ¢ MyTalusiMi B TeHE
PAH, xoTopble acCOUMNPOBAHBI C YyBCTBUTEIBLHOCTHIO K BHy

Ha/Her

BrinonHeHo B mpoliecce KOMIUIEKCHOTO ONpeAeeHUs] KOHIIEHTPpAaIuK Ha
aMUHOKHCIIOTBI ¥ alIMJIKAPHUTHHBI B KDOBH METOJIOM TaHJIEMHON Macc-
CHEKTPOMETPUHU ONPEEIIEHNE COOTHOLICHUS (peHUIaTaHUHA/ TUPO3HHA
namuentaMm ¢ [ A

Ha/Her

BeinonneHo uccnenoBanue ypoBHs (heHWIaTaHnHa B KpOBH (OepeMEHHBIM
¢ runepeHuiataHuHeMyen Ha oHe AueToTepanuu He pexe 1 paza B 7
nuelt B I tpumectpe u He pexxe 1 pasza B 2 Hepenu Bo 11 u I tpumectpax)

Ha/Her

10.

BrInonHeHo ynbTpa3ByKOBOTO HCCIEI0BaHUS TU10Aa O€pEMEHHBIM
xeHuHaM ¢ 'DA Ha cpoke 15-16 u 25-26 Henenb GepeMeHHOCTH

Ha/Het

11.

BrImonHeHO Ha3HAYEHUE TUETOTEPAITHA C UCIIOTB30BAHUEM
HU3KOOEIKOBBIX MIPOAYKTOB MUTAHUS MallMEHTaM C KOHLEHTpaIuen
(denmnananuHa B KpoBU >360MKMOJIB/T

Ha/Het

12.

Ha3znauena/ckoppekTupoBaHa Tepamus carponTepuHoM nanueHTam ¢ BHa-
nepuutHor U ¢ GAI-nepunuTHON runepdeHnnaIaHIHEMHUEH,
YYBCTBUTEJIBLHON K CAIPONTEPUHY

Ha/Het

13.

Haznauens! cnernuanu3upoBaHHble TPOAYKTHI JIedeOHOTo nUTaHus (6e3
coJiep>kanus (heHUITaIaHNHA)

Ha/Het

14.

[TpoBeneHa KOppEKIUs AUETOTEPATUH TS TOCTIKEHHS IIEIEBBIX YPOBHEH
¢dennnananuHa (ypoBeHb Gpennnananuaa < 360 MMOJIb/1)

Ha/Het
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Kpurepun oneHku KayecTBa CieMAJIN3HPOBAHHON MeIUIMHCKON MOMOIIM

Ne i/t

Kputepuu onieHku kauectna

OneHka
BBIIIOJIHEHUS

Brinonnen npueM (0cMOTp, KOHCYJIbTalMs) Bpaya-TnieiuaTpa Ui
Bpaya-TeparieBTa

Nla/Her

no

Brinonnen npuem (0cMOTp, KOHCYINIbTalMs) Bpaya-TeHEeTHKa

Jla/Het

BeinonHeHo onpeseneHne ypoBHs (eHUIAIaHMHA B KPOBU BCEM
naruentam ¢ '@A Ha done nueTorepaniu

la/Her

IIpoBenen B nmporecce MPOBEIEeHU KOMIUIEKCA NCCIIE0BaHUM U1
JMAarHOCTHKH (PEHUIIKETOHYPUU HArpy30YHBIN TECT C
canpoInTepuHoM (B TedeHHe He MeHee 48-4acoB) MallMeHTaM CTaplle
roja ¢ Myrauusimu B reie PAH, kotopble acconirpoBaHbl ¢
YyBCTBUTEIBHOCTHIO K BH4

Jla/Het

BrinonHeHo B mpoliecce KOMIUIEKCHOTO ONpeAeIeHUS
KOHIIEHTPAllMK HAa AMUHOKHUCIIOTHI U AllWJIKAPHUTUHBI B KDOBU
METOJIOM TaHJIEMHON MacC-CIEKTPOMETPHUH OIPEICICHHE
cooTHoIeHus GeHmIaIaHnHa/Tupo3nHa nanventam ¢ ' GA

Jla/Het

HasHnauena/CKOppeKTHPOBaHA AUETOTEPAIUs C UCTIOIb30BAHUEM
HU3KOOEIKOBBIX IPOYKTOB ITUTAHHUS MALMEHTaM C KOHIICHTpaIHel
¢denmananuHa B KpoBH >360MKMOIIB/ 1T

JNla/Her

[IpoBeneHa/ckOppeKTHPOBaHA TEPAITHsI CAIIPONITEPHUHOM HaIlUEHTaM
¢ BHs-nedunutHoii u ¢ ®AI-nedunutHOM
runepdeHnIaIaHnHEMUEH, YyBCTBUTEIHHON K CAalTPONITEPUHY

Jla/Het

Ha3znauenn: CIICHUAIN3UPOBAHHBIC ITPOAYKTHI J1e4e0HOr0 MUTAHNSA
(6e3 comeprkanus peHHUITANTaHNHA)

Jla/Her
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IIpunoxenne Al. CocraB padoueii rpynnbl no paspadoTke u NepecMoTpy

KINHUYECKHUX peKOMeHIlaHI/Iﬁ

1. AnucumoBa MWura BanumoBHa — K.M.H., Bpau-r€HETHK, 3aBEIylOIIas OTIEIOM
opranusanuu MeauuuHckon nomou ®I'GHY «Meauko-reHeTu4ecKkuii Hay4Hblil LIEHTP
uM. akagemuka H.I1. boukoBay, uieH Acconmnanuy MEIUIIMHCKUX TeHETHKOB (AMI).

2. bakynuna Enena ['eHHambeBHA — K.M.H., 3aMECTHTENb TyiaBHoro Bpadya AHMO
«CTaBpONOJLCKUM KpaeBOW KIMHUUYECKUH KOHCYJIBTaTUBHO-JAMArHOCTUYECKUI LIEHTPY,
4jieH AccolMaluy MEIULUHCKUX TeHeTUKOB (AMI).

3. bapanoB Anekcanap Anekcannpouu — akagemuk PAH, mpodeccop, A.M.H., COBEeTHUK
pykoBoautenss HUU neauatpun u oxpansl 310poBbs aereit HKL Ne2 ®I'BHY «PHIX
uM. akaja. b.B.IlerpoBckoroy, mpodeccop kadheapsl NeAUATPUHN U JETCKOW PEBMATOJIOTUU
OI'AOY «Ilepsbiii MI'MY um. U.M. Ceuenoa» MunsnpaBa Poccun (CeueHOBCKH
Yuusepcurer) [Touernsiit [Ipesunent Coro3a neauatpoB Poccun.

4. bopoBuk Taresna DnyapaoBHa — mpodeccop, A.M.H., 3aBeayolnas JabopaTopuei
NMUTaHus 370poBoro W OosbHOro pebenka @OI'AY  «Hayunbli  MeIUIIMHCKUAN
MCCJIEIOBATENbCKUN TIEHTP 3J0pOBBs AeTeil» MunszapaBa Poccuu, wien Accornuanuu
MEAUIIMHCKUX TeHETUKOB (AMI)

5. bymyeBa TatbsiHa BnagumupoBHa — 1.M.H., TJIaBHBIN Hay4HbIN COTPYIHUK
nabopaTopuu MUTAHUS 30POBOTO U OosibHOTO pedeHka PI'AY «HayuHsiil MeUITMHCKAN
MCCJIEIOBATENbCKUN TIEHTP 3J0pOBBs AeTeil» MunsapaBa Poccun, wien Accornumanuu
MEAUIIMHCKUX TeHeTUKOB (AMI).

6. Baduna 3ynepus WascypoBHa — 3aBeayromast MI'K T'AVY3 PecnyOnukanckas
KJInHU4Yeckas OonbHHUIIA M3 pecriyonuku TarapctaH, wieH AccolManud MEAUITUHCKUX
reHeTuxkoB (AMI).

7. BumnéBa Enena AnexkcanapoBHa — 1.M.H., mpodeccop PAH, 3amectutens
pykosogurenss HUUW nenuarpumn u oxpansl 310poBbsa aeteit HKL Ne2 ®I'BHY «PHIX
uM. akaj. b.B.IlerpoBckoro»mno HayuHoil pabote, mpodeccop kadeapsl GpakyIbTeTCKOM
neauatpun neauarpudeckoro ¢akynprera ®I'AOY BO «PHUMY um. H.M. Tluporosa»
Munzgapasa Poccun, unen Coro3za neauatpoB Poccun

8. T'omuxuna TarbsgHa AJiekcaHipoBHa — K.M.H., Bpad-reHetuk [BY3 «Hayuno-
HCCIeI0BaTeNbCKuit MHCTUTYT — KpaeBas kimHnueckas 6oipHua Nel um.mpodeccopa
C.B. Ouanosckoro» M3 KpacHomapckoro kpas, 4ieH AcCOLMAlUA MEIUIUHCKUX

reHeTukoB (AMI).

68



10.

11.

12.

13.

14.

15.

16.

17.

18.

I'yanoposa IlonmnHa — K.0.H., HAy4HBIH cOTpyAHUK saboparopuu JHK-mmarnoctuku
OI'BHY «Menuko-reHeTuuecKuil Hay4Hblii HeHTp uM. akageMmuka H.I1. boukoBay.
KypkoBa Haramusa BsuecnaBoBHa — K.M.H., BeQyllMHd HayyHbli corpynHuk HUN
nenuatpu U oxpanel 310poBba  aeteil HKI[ Ne2 ®I'BHY «PHIX wum. axan.
b.B.IlerpoBckoro», wien Coro3a neguatpoB Poccuu, wieH Accoluanuv MEIUITUHCKUX
TeHETHKOB, YieH ACCOLMAIlMU MEIUIIMHCKUX TeHEeTHKOB (AMI).

3axapoa Exarepuna FOpbeBHa — 1.M.H., 3aBeyrolas 1abopaTopueil HacaeICTBEHHBIX
oosezneit oomena PI'BHY «Menuko-reHeTHYeCKU HAyYHBIA ILIEHTP WM. aKaJIeMHKa
H.II. BboukoBa», unen Poccuiickoro oOmiectBa MEIUIIUHCKAX TE€HETHUKOB, 4JIEH
€BpOIEICKOro 00IIecTBa MO M3YyYEHUIO HACJIEICTBEHHBIX OOJIe3HEW OOMEHa BEIIECTB
(SSIEM).

3BonkoBa Haranbs ['eoprueBHa — K.M.H., CTapIIUi HAYYHBIH COTPYAHUK JIaOOpATOPUU
nuTaHus 370poBoro U OombHOro pebenka ODPI'AY  «Hayunblif MeAMIIMHCKHMA
MCCJIEIOBATENIbCKUN IIEHTP 3J0pOBhs AeTei» MunsapaBa Poccuu, uwinen Accouuanuu
MEIUIIMHCKUX reHeTUKOB (AMI).

Kyszenkosa Jlrogmmia MuxaiinoBHa — mnpodeccop, 1.M.H., HadalnbHUK LlenTpa nerckoit
IICUXOHEBPOJIOTUH, 3aBEAYIOIIAsi OTJAECICHUEM IICUXOHEBPOJIOTUHU M IICHXOCOMAaTHUECKON
natongorun OI'AY «HayuHblii MEIUIMHCKUN HUCCIIENOBATENbCKUNA LEHTP 370pPOBbS
netei» Munzapasa Poccun, dien Accoruanuy MEIUIIMHCKUX TeHeTHKOB (AMI).

Kyues Cepreii MBanosuu — akagemuk PAH, npodeccop, n.m.H., aupextop ®I'BHY
«MenuKo-reHeTUYeCcKnii HaydHbI LeHTp uM. akanemuka H.II. boukoBa», IlpesuneHt
Accoumanuy MEIUIMHCKUX reHeTukoB (AMI).

JlatemoB Aptyp [llamuneBuy — k.M.H., 3aBenytomuit MI'L[ 'BY3 MO MOHUKU, unen
Acconmanuy MEIUIMHCKUX TeHeTUKOB (AMI).

JIsisuna  Jlumus  BuxtopoBHa — K.M.H., Bpauy-reHetuk, Cankr-IletepOyprckoe
rOCy/IapCTBEHHOE Ka3e€HHOE YUpeKJIEHHE 3/IpaBOOXpaHeHUst «/[narHocTudeckuil 1eHTp
(MEIUKO-TeHEeTUUECKHI )», WieH AccolMaluyi MEAUIIMHCKIX TeHeTUKOB (AMI).
Marynesnu Csernana AnekceeBHa — J.M.H., 3asenywomas MI'K I'bY3 «Hayuno-
uccrienoBaTeabckuil HHCTUTYT — KpaeBast kinHndeckas 6onpHUIa Nel um. mpodeccopa
C.B. Owuamnosckoro» M3 KpacHomgapckoro kpasi, wieH AcCCOIHAIMA MEIUITUTHCKUX
reHeTuxkoB (AMI).

Hazapenko Jlronmumia IlaBnoBHa — mnpodeccop, I.M.H., 3aMECTUTENb AUPEKTOpa 0

HAY4YHOH M jeyeOHOM padoTe, pyKOBOAUTEIND JTA00OPATOPUU HACIEACTBEHHOM MAaTOJIOTHU
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19.

20.

21.

22.

23.

24.

25.

HUN wMeauumackoit redetukn, Tomckoro HHUMI] PAH, wunen Acconuamnuu
MEJUIIMHCKUX T€HETUKOB

HamazoBa-bapanoBa Jleiina CelimypoBHa — akamemuk PAH, mpodeccop, a.M.H.,
pykoBonutenb HUM nenuatpuu u oxpansl 310poBbs Aetedt HKI[ Ne2 ®T'BHY «PHIIX
uM. akajn. b.B.IlerpoBckoro», 3aBemyromas kadeapor ¢GakyIbTETCKONH NeauaTpun
neauarpudeckoro gakynsreta ®I'AOY BO «PHUMY um. H.U. [Muporosay Munzapasa
Poccun, [Ipesnnent Coroza nenuarpo Poccuu.

Huxutnna Haranest BukropoBHa — k.M.H., Bpau-reHeTuk MI'K 'AY3 CO Knunuko-
TUarHocTuueckuii 1eHTp «OxpaHa 310poBbS MaTepu W pedeHKa», dieH Acconualuu
MEJUIIMHCKUX T€HETHUKOB

HukonaeBa Exarepuna AJiekcaHIpOBHA — J.M.H., TJIABHBIA HAYYHbINA COTPYIHHUK OTHEJIA
KJIIMHUYECKOW TeHeTMKM HayuHO-uCCienoBaTenbCckoro KIMHUYECKOTO HMHCTHUTYTA
neauatpun  umenn axaa. HO.E. Benprtumesa, mpod. kadenpsl HHHOBAIMOHHOM
neauaTpu M JeTCKOM xupypruum HMHcTUTyTa HenmpepslBHOTO OO0pa3oBaHUs U
npodeccuonanibHoro pazsutust PI'AOY BO PHUMY um. H.U. [TuporoBa Munznpasa
Poccun, uien Acconmanuyu MEIUIIMHCKUX T€HETUKOB

[TonskoB Anekcannp BnamumupoBuu — un.-kopp. PAH, mnpodeccop, a.M.H.,
3aBenyrommii  ma6opatopun  JIHK-muarnoctukn @OIBHY  «'"Mennko-reHeTuueckui
Hay4dHbIU 1IeHTp uM. akagemuka H. [1. BoukoBay, 3aBeayrommii kadenpoit MOJIEKYISIPHON
reHetuku U OuomHpopmatuku HMBuIIIO ®I'BHY «MI'HL» unen Accouuanuu
MEIUIUHCKUX T€HETUKOB

[TymkoB Anexkcanap AnekceeBud — K.0.H., BEIyIIUIA HayYHBIH COTPYAHUK J1a0OpaTOpUU
MOJICKYJIIPHON TeHeTUKHu M kietouHo Ouonorun PI'AY «Hayunsiii MenuuuHCKUN
MCCJIEI0BATENbCKUN 1IEHTP 3A0pOBbsA AeTeil» MunsapaBa Poccun, unen Accouuanuu
MEJIUIUHCKUX T€HETUKOB

Penmuna Caeriana AdaHacheBHa — K.M.H., Bpau-T€HETUK OTJeJa OpraHU3alun
MenuuHckol mniomom DI'BHY  «Meauko-reHeTH4ecKuii Hay4dHbId LEHTP HUM.
akanemuka H.I1. boukoBay, uinen Accouuranuu MEAUIMHCKUX T€HETUKOB

CaBoctesiHoB Kupunn BuktopoBnu — k.0.H., HadanbHUK lleHTpa (yHIaMeHTanbHBIX
uccinenopannii B nemuatpun PI'AY «HayuHblii MEIUUIMHCKHI HMCCIEA0BATEIbCKUAN
IEHTp 370pOBbA JeTei» MunsapaBa Poccum, wieH Acconuanud METUITMHCKUX

TCHCTUKOB
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26.

217.

28.

29.

30.

31.

32.

33.

34.

CeutoBa ['ynpHapa HapumaHoBHa — K.M.H., TJIaBHBIM Bpady MeauKO-r€HEeTHYECKOIo
uentpa (I'enetnueckoit knmuHuku) HUUM menuuunckoit reneruku, Tomckoro HUMIL
PAH

CenumizsanoBa Jlunust PoOepToBHa — K.M.H., 3aBeAylouiasl OTAEJIOM CTaHIApPTHU3ALUN U
M3y4EHUSI OCHOB JokazaTenbHoi meauumabl HUM nenuatpun u oxpaHsl 310pOBbS ACTEH
HKI[ Ne2 @OI'BHY «PHIX wum. akaa. b.B.IlerpoBckoro», IOLEHT Kadenpbl
daxynpTeTcKkoil nenuaTpuu neauatpudeckoro ¢dakynsrera ®IAOY BO «PHUMY nm.
H.N. TIluporoBa» MunzapaBa Poccum, pgoueHT kadeapsl NeAUaTpUd W JIETCKOU
pesmarosniorun ®I'AOY BO «llepsriit MI'MY um. U.M. CeuenoBa» Munznpasa Poccun
(CeuenoBckuii YuuBepcurer), wieH Coroza [lenuatpos Poccun

CemenoBa Haranus AnexcanapoBHa — K.M.H, CTapIIMi HAay4YHBIA COTPYAHHK HAy4HO-
koHcynbTaTuBHOTO otaena PI'BHY «Menuko-reHeTuyeckuii Hay4yHbIA LEHTP HM.
akanemuka H. I1. BoukoBay, wieH AccollMalnui MEIUIIMHCKUX TeHeTUKOB (AMI).
CmupHoBa Oubra SIKoBiieBHAa — Bpau-T€HETUK, CTApIIUN HAay4HbI COTPYAHHUK OTHEIa
CTaHIAPTHU3aLUM U H3YYECHUS OCHOB JoKa3arenpbHOW MenuuuHbel HWW nenmarpum u
oxpansl 310poBbs nereit HKI Ne2 ®I'BHY «PHIX um. akan. b.B.IletpoBckoroy, wieH
Coro3a nenuatpos Poccun

Cy66otun JImutpuit Muxaiinosuu — Bpau-reHeTuk ®I'BHY «Menuko-reneTnyeckuii
HayuHbId 1eHTp uM. akanemuka H.II. BoukoBay, uneH Accommaruu MeIUITUHCKHX
reHeTukoB (AMI)

Cymuna Mapusi ['eHHasbeBHA — 3aBEAYIOIIMI OTIAEICHHUEM MEAMKO- T'€HETUYECKOIro
KOHCYJIbTHpOBaHUsl, Bpau-reHeTuk ['AY3  CsepmioBckoit obnactu  «KinuHuKO-
IuarHocTuueckuit eHTp «OXpaHa 3J10pOBbs MaTEepH U peOCHKa

®ducenko Annpeit [lerpoBuy — npodeccop, 1.M.H., tupekrop PI'AY «HMMUL] 310poBbs
nereit» MunsapaBa Poccun, Ilpesupent IIpodeccronanbHoil — 00IIECTBEHHOM
opraHu3aIyu (accoualnm) IeTCKuxX Bpadeil «HuImaTnBa CeuauCcTOB eIHaTPUH U
HEOHATOJIOTHH B Pa3BUTHUHU KIIMHUYECKHUX MPAKTUK» 110 BOMPOCAM TEIUATPHUH.

®epnoroa Tarbsina BanepreBHa — K.M.H., 3aBeaytonias MI'K BY3 BO BOKBNel, unen
Acconmanuu MeIUIMHCKUX reHeTukoB (AMI).

[ITecromanoBa Enena AHIpeeBHa — K.M.H., PYKOBOAMTENIb MOCKOBCKOIO IEHTpa
HEOHATAIHHOTO CKPUHUHTA (MEIWKO-TEHETHYECKOe OT/AeNeHne) mpu MOopO30BCKOM
JIETCKOM TOPOJCKON KinHU4Yeckor OompHHIE [[3M, uieH Accoumanud MeIUIIUHCKHUX

reHeTukoB (AMI).
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35.

36.

37.

38.

39.

40.

[IpencraBuTenu 0OUIECTBEHHBIX OPraHU3ALIUI:

banabanoBa Enena Huxomaesna — Ilpesugerr AHO «OOmecTBo mManueHTOB C
denunnkeTonypueii», r. Mocksa

bamkupoBa Onwsra ApkanpeBHa — llpencenmarens Permonamsnoit OOmiecTBEeHHON
Opranmzanuu Pecryonmmku Tatapcran "CopaeiicTBrue 00JbHBIM (DEHHIIKETOHYPHEH"
MapeuenkoBa Haramess HWropeBna — Ilpencematens KemepoBckoit O6nacTHOM
OO01ecTBeHHOW OpraHU3aluK POJUTENICH JeTel C TMarHo30M (PeHUIKETOHYPHS
CeepanoBa Bukropuss AnatonseBHa — Ilpeacemnarens HoBocubupckoii PernonanbHoi
O6mectBenHoi OpraHuzaly MHBAIUIOB C (DEHUIIKETOHYpUEH W APYTUMHU PEAKHUMHU
3a0oneBanusamu "dopmyna xu3Hu"

CnennoBa TarbsiHa AnekceeBHa — JAupeKkTop PernonanbHOl — 0OLIECTBEHHOMN
OpraHM3aly MOMOLM JoAsIM ¢ ¢eHmiketonypueit no CapartoBckoil obmactu "Bxyc
KU3HU"

XakumoBa Marmio6a AOayBaxumoBHa — Ilpencenarens IlpaBnenuss PeruonanbHoi
0OLIECTBEHHON OpraHU3alluy TOMOLIH JIIOASIM C (PEHUIKETOHYpUEH U IPYTUMH PEIKUMHU
3aboneBanusMu "OKY PB" no Pecniybnuke bamkopToctan, pykoBoAUTEIb HAPABICHUS

©OKYVY Bceepoccuiickoro obecTBa pekux (ophaHHbIX) 3a001€BaHUI.

ABTOpBI  MOATBEPXKAAIOT  OTCYTCTBUE  (UHAHCOBOM  MOJAEPKKU/KOH(DIMKTA

MHTEPECOB, KOTOPHIN HEOOXOAUMO OOHAPOAOBATE.
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Ipuioxkenue A2. Meronos10rusi pa3spadoTku KJIMHHYECKUX PEeKOMEH AU

Hacrosmue pexkomenmauuu mpelHa3HAYeHbl [ TPUMEHEHUS MEIUIUHCKUMU
OpraHM3alUsIMH U YUYPEKACHUSIMH (PelepalIbHbIX, TEPPUTOPHAIBHBIX W MYHHIIMIIAIBHBIX
OpTaHOB YIpPAaBIICHUS 3APAaBOOXPAHCHUEM, CHCTEM O00s3aTeIbHOTO U JOOPOBOJIBHOTO
MEAWIIMHCKOTO  CTPaXxOBaHUs, JAPYTMMH  MEIUIIMHCKAMHU  OpraHU3alUsMU  Pa3IHYHbIX
OpPraHU3aI[MOHHO-TIPABOBBIX (OPM JIEATEIBHOCTH, HANpPaBIECHHOW Ha OKa3aHHE MEIULIMHCKON
MTOMOIIIH.

Hacrosimue pekoMeHJaly YCTaHABIUBAKOT BHUABI, O0bEM W WHIUKATOPHI KadyecTBa
MEAMIIMHCKOW TTOMOIIM MMAlUeHTaM TpU (HEHUIKETOHYPUU W OBUTH PacCMOTPEHBI 23 OKTSAOps
2019 rona B pamkax 3KCIepTHOro copeta B Mockse.

Knunnyeckue pekoMeHaauu co3anbl Ha OCHOBaHUM 0030pa iutepatypsl 1990-2023 rr.
Medline (Pubmed version), Embase (Dialog version) u Cochrane Library databases, Orphanet u
OMIM, a takxe MexnyHapoAHbIX KIMHHUYECKUX PEKOMEHJAIUI IO JUAarHOCTHKE, JEUEHUIO U
BEJICHUIO OOJBHBIX ¢ META0OTMUECKUMU OOJIE3HAMHU.

boun  Mcmonb30BaHbl MHTEPHET-IAHHBIC, MPEICTABICHHbIE HA MEXAYHapOAHBIX H
HAI[MOHAJBHBIX CalTax OOIIECTB peAKuX OOoJIe3HEeW M OOMIECTBEHHBIX OpraHu3anuid. [ myOuHa
norcka coctasisiia 20 et

Ornenka KadecTBa JOKA3aTEbCTB W CHIIBI PEKOMEHIANWN TPUMEHEHUS MEIUIIMHCKUX
TEXHOJIOTHI TMPOBOJMIACE B COOTBETCTBHHM C YHU(DUIMPOBAHHOW IIKAJIOW, NMPUBEIECHHOW B
Tabaunax 1-3.

IleseBasi avaiuTOpHs AaHHBIX KIMHUYECKHX PEKOMEHIAIMINA:

Bpauun-renerukuy;

Bpauu o61ieit BpaueOHOM MpakTHUKH (CeMelHbIe Bpaun);
Bpauun-neauarpsr;

Bpauu-tepanesTs;

Bpauu-nuerosnoru;

Bpauu-ueBposoru;

Bpauu-nicuxuarpsr;

Bpauun-3H10KprHONIOTH

© o N o g Bk~ wbhPE

Bpa‘-H/I-}IeTCKI/Ie OHAOKPUHOJIOTH

=
o

. Bpauu-kapaunomnoru
11. Bpaun-aeTckue Kapauoiaoru
12. MeaunuHCKHE TICHXOJIOTH;

13. Bpauu-akymiepsl-ruHEKOJIOTH;
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14. Bpaun-HeOHATOJIOTH;

15. Bpaun-nabopaTopHble T€HETUKH;

16. Bpauu kIMHUYECKO# 1a00paTOPHOI TUAarHOCTHKY;
17. Crynentsl MequiinHckux BY30B;

18. Ob6yuaromuecs B opAMHATYPE.

Tadauma 1. Illkana oueHku ypoBHeW gocTOBepHOCTH pAokazarenbctB (YJ1) mus

MCTOA0B AMAarHOCTHUKHU (I[I/IaFHOCTI/I'-IeCKI/IX BMeH_IaTCJ'IBCTB)

YA Pacuu¢pposka

1 CucremaTnveckre 0030pbI MCCIEAOBAHUN C KOHTPOJEM pedepeHCHBIM METOJOM WU
CUCTEMATUYECKUN 0030p paHJAOMU3UPOBAHHBIX KIMHUYECKUX HCCIEJOBaHUM ¢
NMPUMCHCHUEM MeTa-aHaan3a

2 OT,I[CJ'ILHLIC HCCIICAOBAHUA C KOHTPOJICM pe(bepeHCHbIM MCTOAOM HJIM OTACIBHBIC
pPaHAOMHU3UPOBAHHBIC KIIMHUYCCKHUEC HCCICOIOBAHUA MW CHCTCMATHYCCKUC 0630pBI
I/ICCJ'IG,I[OBaHI/Iﬁ JIF000Tr0 I[PI38.I>1H3, 3a UCKIIFOYCHUEM PAHIOMU3HNPOBAHHBIX KIIMHUYCCKHX
I/ICCJIGIIOBaHI/II;'I, C IPUMCHCHUEM MCTa-aHaJIM3a

3 HccnenoBanus 0e3 MOCIEAOBATEIbHOTO KOHTPOIS pPEPEepeHCHBIM METOJIOM WU
UCCIIEIOBAaHMUSI C PEPEPEHCHBIM METOAOM, HE SBISIOIIMMCA HE3aBUCUMBIM OT
HCCIIEyEMOT0 METOJla UJIM HEepaHJOMU3UPOBAHHBIE CPAaBHUTEIbHBIE UCCIIEOBAHUS, B
TOM YHCJIE KOTOPTHBIE UCCIIEA0BAHUS

4 HeCpaBHI/ITeHBHHC HCCJIICAOBAHUS, OITMCAHUC KIIMHUYCCKOTO CIIyYdasa

5 HNmeeTcs aunibs 000CHOBAaHHE MEXaHU3Ma JIENCTBUS UJIM MHEHHE OKCIICPTOB

Tadauma 2. Illkana omeHku ypoBHeW mgocTOBepHOCTH pAokazarenbctB (YJI) s
METOJIOB MPO(UIAKTUKH, JeYeHUS U peadmwiutanuu (MpoQUIaKTUYECKHX, JeYeOHBIX,

pea6I/IJ'II/ITaI_II/IOHHBIX BMeIJ_IaTeJIBCTB)

YA Pacuugposka
1 | Cucremaruueckuii 0630p PKU ¢ npumeneHneM meTta-aHanmnsa

2 | Otnensubie PKM u cucrematnueckue 0030pbl HCClEAOBaHHMM r000ro au3aiiHa, 3a
nckirouennem PKH, ¢ npumenennem Mera-aHanusa

w

HepaH,Z[OMI/BI/IpOBaHHLIC CPaBHHUTCIILHLIC UCCIICAOBAHMS, B T.4. KOTOPTHBIC UCCIICAOBAHUA

4 HCCpaBHI/ITCJ'ILHBIC HCCJIICAO0BaHUA, ONTMCAHUC KIIMHUYCCKOr'O Cliydass WM CCpUU CIIYydacB,
HUCCiIcaJ0BaHUs «CJ'Iy‘—IElﬁ-KOHTpOJ'II:»

5 HNmeercs nmumb 00OCHOBaHHME MEXaHU3Ma JIENCTBHUS BMEIIATEIbCTBA (,Z[OKJII/IHI/I‘-ICCKI/IC
I/ICCJ'Ie)IOBaHI/IH) HJIN MHCHHE DKCIICPTOB
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Taboauuma 3. [kama oneHku ypoBHeW yoOemutenbHOCTH pekoMeHmanuid (YVYP) mis
METOJIOB TPOMUIAKTUKUA, ITUATHOCTHKH, JICUYCHHS U peadunuranud (mpoUIaKTHIEeCKUX,

JUarHoCTHYCCKHX, JIC‘IC6HLIX, pea6I/IJII/ITaI_[I/IOHHBIX BMGI_HaTeJIBCTB)

YYP Pacuugposka

A CwibHas pekoMmeHaanus (Bce paccMaTpuBaeMble KpUTEpUH IPHEKTUBHOCTH
(MCXONbl) SBISIOTCS BAXKHBIMH, BCE WCCIICIOBAaHHS WMEIOT BBICOKOE HIIU
YIIOBJICTBOPUTEIHLHOE  METOJOJOTMYECKOEe  KAueCTBO, WX  BBIBOABI IO
WHTEPECYIOIIUM UCX0JIaM SIBJISIFOTCS] COTJIACOBAHHBIMHU )

B YcnoBHas pekoMeHanus (He BCe paccMaTpuBaeMble KpuTepuu 3¢(HEeKTUBHOCTH
(McXofpl) SIBASIOTCS Ba)KHBIMH, HE BCE HCCIEIOBAaHUS HMEIOT BBICOKOE W
YIOBJIETBOPUTEIFHOE METOAOJIOTMYEeCKOe KadecTBO W/WIM HX BBIBOJBI IO
WHTEPECYIOIINM HCXOJ[aM HE SIBJISIFOTCS COTJIACOBAHHBIMH )

C Crnabast pekoMeHIamus (OTCYTCTBHE JOKA3aTEIbCTB HAJISKAIIETO KadecTBa (Bce
paccMaTtpuBaemMbie KpUTeprH 3()(HEKTUBHOCTH (MCXOMABI) SBIISIOTCS HEBAXKHBIMH,
BCE HCCJICJIOBAHUSI MMEIOT HM3KOE METOJI0JIOTHYECKOE KaueCTBO M UX BBIBOIBI 11O
HHTCPCCYIOINM UCXO0aaM HE ABJISAIOTCA COFHaCOBaHHI)IMI/I)

I[Mopsinok 00HOBJIEHUS] KIMHUYECKUX PEKOMEHIaH.

MexaHnu3sm  OOHOBJIEHHS ~ KJIMHUYECKHMX  PEKOMEHJAUUN  IpelycMaTpUBaeT  MX
CHUCTEMAaTHYECKYI0 aKTyallu3allMi0 — HE peXxe YeM OJUH pa3 B TPU roja, a TaKkxKe Ipu
MOSIBIEHUU HOBBIX JAHHBIX C MO3MIMH JOKA3aT€IbHON MEIUIMHBI IO BOIPOCAM JHArHOCTUKH,
JedeHus, NpoPUIAKTHKY U peaduInTallud KOHKPETHBIX 3a00JIeBaHUN, HATUYMH 000CHOBAHHBIX

JIOTIOTHEHUI/3aMeuaHuil K panee yrBepk1€HHbIM KP, Ho He yaie 1 pa3a B 6 MecseB.
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Hpunoxkenune A3. CipaBo4HbIe MATEPHUAJIbI, BKJIKYAas COOTBETCTBHE
NMOKA3aHM K MPUMEHEHHUIO U POTUBONOKA3AHU, CII0CO00B NPUMEHEHUS U
103 JIEKAPCTBEHHBIX MPeNnapaToB, HHCTPYKIUM 10 NPUMeHEHUI0
JIEKAPCTBEHHOT' 0 Mpenapara.

IIpuao:xenue A3.1 OcHOBHBIE HOPMATHBHO-IIPABOBLIE AKThI

1. ®enepanpHbiii 3akoH "OO OCHOBaX OXpaHbl 370pOBbS TpaxaaH B Poccuiickoi
Ddeneparun” (N 323-d3 or 21.11.2011).

2. Tlocranopnenue I[IpaButenbctBa PO ot 30 urons 1994 r. N 890 "O rocymapcTBeHHOM
MOJAJEPKKE Pa3BUTUS MEAMIIMHCKOW MPOMBINIJICHHOCTH M YIYYIIEHUU OOecHedeHus
HACEJICHHUs M YYPESKICHUN 3ApAaBOOXPAHEHUS JIEKAPCTBEHHBIMU CpPEACTBAMH U
U3JIeUSIMU METUIIUHCKOTO Ha3HAUYeHUA" (C U3BMEHEHUSIMHU U JIOTOTHEHUSIMH )

3. Ilpukaz MunznpaBa Poccuum ot 21.04.2022 N 274n "OOG yrBepxknenuu Ilopsaka
OKa3aHUs MEAMLIMHCKOM IIOMOIIM  MAUUeHTaM C  BPOXAEGHHbBIMM U (WIn)
HaCJIEICTBEHHBIMU 3a00JIeBaHUAMHU" .

4. Tlocranosnenue IlpaButensctBa Ne403 ot 26.04 2012r "O mnopsiake BeaeHUS
@denepalibHOTO ~ perucrpa Jul, CTPAJAIOLIUX  YrpoOXKAOMMMH W XPOHUYECKU
MIPOrPECCUPYIOLIUMU  PEAKUMU  Op(daHHBIMM  3a00JIEBAaHUSAMHU, NPUBOIAIIMUMU K
COKpALICHUIO MPOJOJDKUTENIBHOCTH >KM3HM TPaXJaH WIM HMX HHBAJIWJHOCTH U €ro
PErHOHAIIBLHOTO cerMeHTa".

5. Kpurepun onenku kauectBa MmeauuHckoil nomonu (Ilpukaz M3 P® or 10 mas 2017 r.
Ne 2031 «OO0 yTBepkKA€HUU KPUTEPUEB OLIEHKU Ka4eCTBA MEIUIIMTHCKOM TOMOIIN )».

6. Ilpuka3 Munucrepcrpa 3apaBooxpanenus Poccuiickoit ®enepanuu ot 15 nexadps 2014
r. N 8341 "O6 yTBepkaeHUH YHU(DUUIUPOBAHHBIX (POPM METUIIMHCKON TOKYMEHTAIUH,
HCIOJIb3YEMBIX B MEIUIIMHCKUX OPTaHU3aLMIX, OKa3bIBAOIINX MEIUIMHCKYIO IIOMOIIb B
amMOyJaTOPHBIX YCIOBUSX, U MOPSIKOB 110 UX 3aI0JIHEHUIO".

7. Ilpuxa3 Munzapasa Poccun ot 12.11.2021 N 10511 "O6 yrBepxnaenun Ilopsnka naun
MH(GOPMHUPOBAHHOTO JOOPOBOJIBHOTO COIJIACHSl HAa MEAMLMHCKOE BMELIATEIbCTBO U
0TKa3a OT MEIULUHCKOIO BMEIIATeNbCTBa, (OPMbl HHPOPMHUPOBAHHOTO JOOPOBOIBHOTO
corjacusi Ha MEIUIMHCKOE BMEIIATeNbCTBO M (OpPMBI OTKa3za OT MEIAMIIMHCKOTO
BMmemiarenscTBa" (BMecte ¢ "llopsakom naunm WHQOPMHUPOBAHHOTO JOOPOBOIBHOTO
coryiacus Ha MEIUIMHCKOE BMELIATEIBCTBO U OTKa3a OT MEAMIIMHCKOIO BMEUIATEIbCTBA
B OTHOUIEHHUH ONPEEIIEHHBIX BUIOB MEIUIIMHCKUX BMEIIATENbCTB")

8. [Ilpuka3 MunzgpaBa Poccum ot 24.11.2021 N 10941 "O6 ytBepxnaenun Ilopsaka
Ha3HAYeHUs JIEKAPCTBEHHBIX  IpemnaparoB, (opMm  perenTypHbIX OJaHKOB  Ha
JeKapcTBeHHbIe mpenapatsl, [lopsaka odopMieHUs yKa3aHHbIX OJIAaHKOB, UX ydeTa U
XpaHeHus, GopM OIAHKOB PELIETITOB, COAEPKAIIMX Ha3HAYCHNE HAPKOTUUYECKUX CPENICTB
WJIM TICUXOTPOIHBIX BellecTs, [lopsika UX U3roTOBIIEHUS, paCIIpeieiIeH s, PETUCTPALIUH,
ydera M XpaHeHus, a Taxke [IpaBun odopmiieHus OJIaHKOB PELIETITOB, B TOM YHUCIE B
(hopMe AIIEKTPOHHBIX TOKYMEHTOB"

9. Ilocranosnenue IlpaBurenbctBa Ne333 ot 09.04 20151 «O6 yrBepxkaenuu [IpaBun
(dbopMHpOBaHUS TEpPEUHS CHEIHATU3UPOBAHHBIX TMPOJYKTOB JEUECOHOTO MUTAHUS JUIS
JeTeN-UHBAIIU0B
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OcHOBHbBIE HOPMAaTUBHO-NIPABOBLIC AaKThbI, PEryJupyroimue oOoxasaHHUeE NaJJIHATHBHOM’

MeIULUHCKOI MOMOIIH

1.

Oenepanbhbiii 3akoH "O BHeceHWHM u3MeHeHud B Depepanbublii 3ak0oH "OO ocHOBax
OXpaHbl 3J0pOBbsi TpaxnaaH B Poccuiickoit ®enepauuu" 1Mo BompocaM OKa3aHHS
naumMaTuBHON MeaurHckoi nomouu" ot 06.03.2019 Ne 18-D3.

[Tpuka3z MunzapaBa Poccun Ne 345H, Muntpyna Poccun ot 31.05.2019 Ne 372H «O06
YTBEPXKJICHUHM TOJIOKEHUS 00 OpraHu3alli OKa3aHWs MNaUIMAaTUBHOM MEIUIIMHCKOU
MOMOIIIH, BKJIIOYasi MOPSA0K B3aUMOICHCTBUS METUIIMHCKUX OpPraHu3alluid, OpraHu3aiii
COLMATILHOTO OOCITY)KUBAaHUSI U OOIIECTBEHHBIX OOBEIWHEHUHN, MHBIX HEKOMMEPUYECKUX
OpraHu3aIHii, OCYIIECTBIISIOIINUX CBOIO JIEATEIBHOCT B Chepe OXpaHbl 3J0POBHSI».
[Tpuxa3z Munzapasa Poccun Ne 348n ot 31 masg 2019 roga «O0 yTBep:KIE€HUU MEPEUHS
MEAMIMHCKUX W3JETHi, MpeAHa3HAUYCeHHBIX Uil TOAJAEPKaHUS OPraHoB U CHCTEM
OpraHu3Ma 4eJoBeKa, MPEA0CTABIAEMBIX JJIS UCIIOIb30BAHMS HA IOMY.

[Tpuxa3z Munzapasa Poccuu Ne 5051 ot 10 urona 2019 rona «O6 yrepxaenuu [Topsinka
nepeadyd OT MEIUIMHCKOW OpPraHM3allMy TMalUeHTy (ero 3aKOHHOMY MpPEeACTaBUTENIO)
MEAMIMHCKUX W3JIeNUi, TpeqHa3HAYeHHbIX IS MOAJEpKaHus (YHKIUN OpraHoB H
CHCTEM OpraHM3Ma YeJIOBeKa, JIJIsl UCIIOJIb30BaHUS Ha IOMY MPU OKa3aHUH MaJJTHATUBHON
MEAUIIMHCKON TOMOIIIH.

IIpoune HOPMATHMBHO-NIPAaBOBbIe JOKYMEHTbI, € Y4eTOM KOTOPBIX pa3padoTaHbI
KJIMHHYeCKHEe PEKOMEHIAMHU:

MexnyHapoaHas Kiaccu@ukanus OoJie3HEW, TpaBM U COCTOSHUMN, BIHSAIOIIMX Ha
3moposbe (MKB — 10);

[Tpuxa3z Munznpasa Poccun ot 02.05.2023 N 2051 "OO0 yrtBepxkaeHun HomeHkiaTypsl
JOJDKHOCTEH METUIIMHCKUX paOOTHHUKOB M (papMalieBTUYeCKUX paOOTHUKOB"

[Tpuka3z MunznpaBa Poccun Ne 1031 ot 28.02.2019 1. «O0 yTBEpKIE€HUH MOPSIKA U
CPOKOB pa3pa0OTKM KJIMHUYECKUX PEKOMEHAALUH, MX MEepecMOTpa, THIOBOH (PopMel
KIIMHUYECKUX PEKOMEHJAlMi W TpeOOBaHUN K HMX CTPYKType, COCTaBy M HAy4YHOU
000CHOBaHHOCTH, BKJIFOUYAEMOH B KIIMHUYECKHE PEKOMEH A1 HHPOPMALIUN.

[Tpuxa3z Munsapasa Poccuu ot 13.10.2017 N 804n "OO6 yTBEep>KAEHUM HOMEHKJIATYpPHI
MEIULUHCKUX yCIyr".

IIpukaz MuHHCTEpCTBAa 3PABOOXPAHEHHMS W COLMAIBHOTO pa3Buths Pocculickoin
Oeneparun «O  MOpsiIKe MPUMEHEHMs JICKApCTBEHHBIX CPEIACTB Yy OONBHBIX IO
JKU3HEHHBIM MoKa3aHusm» oT 9 aBrycra 2005 r. No 494

Hpuiaoxenue A3.2 Druonarorenernyeckas Kiaaccupuxanug 'DA

Kon HazBauue Jlokanu3amu

OMIM [TaTomoruu s TeHa

depmeHT I'en

261600 TUAPOKCHIIa3a PAH

(eHunnanaHuH- 12q922924.2
['unepdennnananemuss GAI -

nedunuraas (PKY)
b (PAH)

261640 PTS

['unepdenmnanannaemust BHs-  |6-mupyBow- 11922.3923.

nedunuTHas (Tui A) TEeTparuIpo- 3
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IITCPUHCHUHTA3a

(PTPS)

I'yaHO3UH- 14922.1922.

I'unepdbenmnanannaemus BHs4-  [tpudocdar-
233910 pe prcpocdy GCHI
nedunutHas (tum B) IIUKJIOTHIPOJIa3a

(GTPCH)

JTUTUAPO- 4p15.31
['unepdennnanannnemus BHy-
261630 NTEPUINH- QDPR
nedurnutHas (tun C)

penykraza (DHPR)
nTepuH-4- 10922
['unepdennnanannnemust BHs-  [anbdakapOuHozamu
264070 PCBD
nedurnuTHas (tum D) HJETHIpaTasa
(PCD)
JTODA-3aBucumasi JUCTOHUS CenuarTepuH- 2p13.2
182125 SPR
BHs-nepunurnas penykrasa (SPR)
J-ToMeH- 10921.3
['unepdenunanannuemus He- DNAJC
617384 coJiepsKaniuii 6ernok
BHs-nepunurtnas 12
1 (JDP1)

*http://www.ncbi.nlm.nih.gov/omim/?term=HPA Blau monorpadus

IIpuaoxenue A3.3 JlmarHocTuyeckue nmoxkasareju GpeHnJaHaHWMHA U NTEPHHOB B

KPOBH, MOY€ M CIMHHOMO3I0BOM KMAKOCTH

IToka3artenu/
depmenT &
[
_ : |5
i ~ |3 5
— En En g = S ~ O : 3
2 |£ £ |2 |€ |8 | |2 |E |&B
@ 8 2 = 8 2 - > E
é 2 M o 2 M % an) % =
AdGTPCH [N N N N ! ! N-| ! N N
ArGTPCH |1 ! ! N ! ! ! ! N N
PTPS 1 1 ! N 1 ! ! N N
SR N N N N N 1 ! N N
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PCD 1 1 N-l [1 N N N N N N

DHPR ) N ) N N 1 ! } N-| !

* AdGTPCH — ayToCOMHO JOMUHAHTHBIN JAePHUIUT TyaHO3UH-TPU(DOC-(haT-IUKIOTHAPOIIa3k ;
ArGTPCH — ayTocoMHO pelecCHBHBIN AeGUIUT TyaHO3HH-TpUdochaT-IUKIOTHAPOIasbl I,

PTPS — 6-nupyBomnTerparuapontepuacuiTasa, SR — cenuanrepunpenykrasa, PCD — nrepun-

4-anpa-xkapOuHonamunaeruaparaza, DHPR -  aurunpontepummupenykraza, Phe —
¢dbenunananud, Neo — HeonTepuH, Bio — Owonrtepun, Pri — mpumantepun,SHIAA — S-
TUAPOKCUMHAONYKCYycHass kucinora, HVA — romoBanunuuoBas kuciora, SMTHF - 5-

metureTparuapodomnar, K — kpoBb, M — moua, CM>k —CIUHOMO3TOBas! )KUIKOCTb.

IIpuaoxenue A3.4 AJropuTM  MOJEKVJIAPHO-TEHETHYECKOH THATHOCTHUKH

nanueHToB ¢ DA

Iouck mytanuii rena PAH

Kommenmapuii: éne 3asucumocmu om ouaenocmuueckou konyenmpayuu @A, naubonee wacmoti
(98%) npuuunoii ecex I'PA sasnaromcs mymayuu 6 2ene PAH. [louck mymayuu eena PAH
ABNAEMCS MONEKYISIPHO-2EHEMUYECKUM UCCIe008AHUEM, KOMOPOe Cledyem HA3HAYAMb 8 Nepayio
ouepedsv. HckntoueHuem asusaiomes nayuenmol ¢ npo8e0eHHbIM UCCAe008AHUEM NIMEPUHO8 MOYU
UnU Kposu, No pe3yibmamam KOmopo2co MONCHO OOHO3HAYHO 3anodospums BHs-dedpuyumnyro
I'DA.

1.ITonck yacTeix MyTauuii rena PAH

UccnenoBanue komupyromieit mocnepoBarenbHocTd reHa PAH (cexkBenupoBanue no CeHrepy
WJIA MacCOBOE MapaljieIbHOEe CEKBEHHPOBAHHUE C TOCIETYIONINM TIOATBEPKICHIEM PE3yIbTaTOB
METOJIOM ceKBeHUpoBaHus o CeHrepy)

2.IMouck nenennii u nymimkanuii reia PAH (meronq MLPA)

Kommenmapuii: B cnyuae ne obnapysicenuss oonou unu ooeux mymayuii eena PAH nocne noucka
yacmelx mymayuii (a) nociredosamenvho HasHavaiomes ucciedosanus (0), (C). Eciu 6
pe3yivmame noaHo2o ucciedosanusi eena PAH obe mymayuu ne o6viiu obHapysicenvl, ciedyem
NPOBOOUMb UCCIEO08AHUE 2EHO8 NO ATICOPUMMY HUICE.

3. Mouck myramuii B renax PTS, QDPR, GCH1, PCBD1, SPR, DNAJC12

Kommenmapuii: B ciyyae  Hanuyus — pe3yibmamos — OUOXUMUYECKUX — UCCLe008aHUll,
noOmeepHcOaowux Hauuuue y nayuenma onpeoenenHou gopmol BHa-dedpuyumnoii I'®PA,
MOJCHO NPUCMYRUMb CPA3Y K UCCLE008AHUI0 COOMEEMCMEYIoWe20 2ena. B npomusnom ciyuae,
PEKOMEHOYemcs. NPOBOOUMb UCCIe008AHUE 2eHO8 8 YKA3aHHOU nociedosamenvHocmu. PTS,

QDPR, GCH1, PCBD1, SPR, DNAJCI2 (no uacmome ecmpeyaemocmu). B cayuae

79




UCNONB308AHUSL MEMOOOM MACCOB020 NAPAILIENIbHO20 CEKBEHUPOBAHUSL B03MOICHO UCCTIE008AHUe
BbIUIENEPEYUCTEHHBIX 2eH08 00HO8peMeHHo. Heobxooumo ommemumyb, umo 6ce pe3yibmamol,
NOJYYEHHbLE C UCNONL308AHUEM MEMOO08 MACCOB020 NAPALIENbHO20 CEK8EHUPOBAHUS, He MOV
UCNONB308AMbCSL 8 KIUHUYECKOU NpaKmuke Oe3 noOmeepiucOeHUs pe3yibmamos pedepeHCHbIM
memooom (cexkeenuposanue no Ceneepy 0151 MOUEYHLIX HYKICOMUOHBIX 3AMEH), a MaKdice
cemeliH020 aHanu3a cezpe2ayull BblAGNIEHHbIX GAPUAHMOS (onpedeieHue Yuc- Ui mpauc-

NONI0XHCEHUS OISl AYMOCOMHO-PEYECCUBHBIX 3a001e6aHULL).

80



IIpuao:xkenne A3.5 HMudopMHpPOBaHHOE COIrJacHe 3aKOHHOIO TNPeICTABUTES

pedoenka ¢ DA 0 HE0OX0AMMOCTH JIeUEHHUS H CO0JII0ICHUS TPeOOBAHNI Bpa4ya

A,
(D.U.0. nornocmoio)

SIBJISIFOCh 3aKOHHBIM IIPEICTABUTENIEM (MaTh, OTE1l, YCHIHOBUTEIIb, ONEKYH, IMONEYUTENb) peOeHKa

WM JIUIA, TPU3HAHHOTO HEACECIIOCOOHBIM

(D.U.0. pebenka unu HedeecnocoOH020 2paricOAHUHA — NOJIHOCTBIO, 200 POHCOEHUS)
OCBEJIOMJICH 0 HEOOXOAUMOCTH COOJI0ICHHS TPeOOBAaHMI Bpayda 1 JICUCHHS.

MHe naHbl MMOJHBIE U BCECTOPOHHHUE CBEICHHS O XapaKTepe, CTEMEHH TSHKECTH 3a00JieBaHMUS,
BO3MOXKHBIX OCJIOKHEHHSIX, BKJIIOUYas JaHHbIE O pe3yjibTarax o0OCJICeIOBaHUs, MPOTHO3E,
BO3MOXKHBIX BapHaHTaX MEIUIIMHCKOTO BMeIIaTeNbcTBa (00CiIe0BaHus, JICUCHHS), U
OKH/IAEMBIX PE3yJbTaTaX MPOBOJAUMOTO JICUCHHS.

Mue mnoapoOHO B AOCTYMHOH miusi MeHsS (GopMe pazbsCHEHBI BO3MOXHBIE IOCIEICTBHS
HECOOoIcHUsT TpeOOBaHMK Bpava M JieueHUs (YMCTBEHHAs OTCTalOCTh, SMUJICITUYCCKUC
HOPUCTYIBI U Jp.). 51 0co3HaI0, UTO HecoOMI0IeHNe TpeOOBaHU Bpaya U JIGYEHUsI OTPULATEIbHO

CKaXXETCsl Ha COCTOSIHMM 37I0pOBbSl peOEHKa U JlaKe MOXKET NMPUBECTH K HEOJIaronpusTHOMY

UCXOIy.
« _» 20 T
(noonucw) (D.U.0. epaxcoanuna unu e2o 3aKOHHO20 NPeOCmasumelis)
«_» 20 1.
(noonucy) (Honscnocmo u @.U.O. meduyuncko2o pabomHuka)
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Ilpuaoxkenue A3.6 XUMHYECKHIi cocraB H BO3pacr INPUMCHCHU S

CHEeHAJIM3NPOBAHHLIX NPOJAVKTOB HA OCHOBE AMHHOKHUCJIOT 0e3 DA

(8 100 r cyxoro mpoaykra/100 M1 roToBoro >xuakoro mpoaykra) [16, 25, 27, 31, 53]

HanmenoBanue benok Kup, | Yrneoasl, | DHepreruueckas | Bo3pact

MPOJIyKTa (3KBHUBaJIEH | T r LIEHHOCTh, KKaJI | MPUMEHEHUS
T), T

Cnernuanu3upoBanubel | 13 25 52 485

W CyXOoH MpOIYKT ISt
JTUETHYECKOTO
(71euebHOTO) MUTAHHA
JIeTel mepBoro roja
JKM3HH, OOIBHBIX
(deHnnKeTonypuei

"A¢enunnax 13"
0-12 mec

Cneunanu3upoBanubl | 15 23 51,7 474
U CyXOW IPOIYKT ISt
JTUETHIECKOTO
(JleueOHOr0) mMUTaHUS
JIeTe MEePBOTrO Troja
JKU3HH, OOJIBHBIX
(beHunKeToHypueH,

"A¢enunnak 15"

*kkk

[Iponykr cyxoii | 20 18 50,4 444
CreMaTU3UPOBAHHBIN
TUTst TMETUIECKOTO
(JleueGHOr0) MUTAHUS
JIETe cTapuie OJHOIOo
roja, OOJIbHBIX crapiue 1 roga
(beHunKeToHypueH,

"Adenunnax 20"

*kkk

[Tponykr cyxoit | 40 135 |31 405
CIIEeLUaIU3UPOBAHHBIN
JUIS JUETHYECKOTO

(JteueOHOTO) THUTAHUS
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JIETEe cTapue OJHOIO
roja, OOJILHBIX
(hEeHUITKETOHYPHEH,

"Adennnak 40"

IIponykT cyxou
CIIELUaTIU3UPOBAHHBIN
TUIS JTUETHUYECKOTO
(JteueOHOTO) MHUTAHUS
neret "Hyrpuren 14-

pRFEx

phe

14

23

50,4

471

0-12 mec

Crernuanu3upoBaHHbI
U OpOAYKT CyXOH Iist
JINETHYECKOTO
(;1euebHOTO) MUTAHHA
JeTeH cTapiie roja,
OOIBHBIX
(beHunKeToHypueH,

"Hytpuren 20-
phe

xRRx

20

18

50,4

444

Criennanu3upoBaHHbI
1 NPOAYKT CyXOH IS
JMETUYECKOTO
(J1le4eOHOr0) MUTAHUS
JleTed cTapiie rona,
OOJILHBIX
(beHunKeToHypueH,
"Hytpuren 40-
phe"™*

40

13

31,4

403

crapue 1 roga

Cnenuanu3upoBaHHbI
W TPOAYKT CyXOW st
JIUETUYECKOTO

(JleueOHOr0) MUTAHUS
JIeTe cTapuie OJHOro

roja, OOJIBHBIX

70

4,5

298

crapuie 7 Jer,
B3pOCIIBIE,
OepeMeHHbIe

KCHIIHMHBI
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(beHnITKeTOHypHEid,

"Hytpuren 70-

JrRFER

phe

Criennan3upoBaHHbI
U CyXOW IPOIYKT IS
JMETUYECKOTO
(JteueOHOTO) MHUTAHUS
JeTeil cTapiie OJHOTOo
roja, OOJIBHBIX
(deHunKeToHypueH,

"Hytpuren 30"

30

54,1

336

crapuie 1 roga

Criennan3upoBaHHbI
U NPOAYKT CyXOH s
JTMETUYECKOTO
(JieueOHOTO) MHUTAHUS
JeTeil cTapiie OJHOTO
roja, 0O0JIbHBIX
(beHunKeToHypueH,

"Hytpuren 70"

70

6,9

308

Crieninani3upoBaHHbI
1 NPOAYKT CyXOH IS
JMETUYECKOTO
(J1le4eOHOr0) MUTAHUS
JIETeH cTaplie OJHOIOo
roja, 0O0JIBHBIX
(beHunKeToHypueH,

"Hytpuren 75"

75

1,3

305

crapuie 7 Jer,
B3pOCIIBIE,
OepeMeHHbIE

JKCHIIIMHBI

Cnenuanu3upoBaHHbI
A TOPOOYKT JAETCKOTO
MATaHUSA TUTST
JIUETUYECKOTO

(JleueOHOr0) MUTAHUS
JIETe MepBOTO Toja

km3aun ot 0 mo 12

13,1

23

49,5

457

0-12 mec
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MECSIICB,
CTpaJaroIINX

(deHUIKeTOHypueh, a
TaK)Xe UI1  JeTeH

crapme 1 roma B

KayeCcTBe
JIOIIOJIHUTEILHOTO
MATAHUA "PKU

*khkk

Anamukc Ungant"

Cnenuanus | 100

16

394

WpOBaHHBIA | 62,5
MPOIYKT
JTUETHYECKO
ro
(JieuebHOTO
) TUTaHUA
g eTen
crapme 4
JeT,
OOJBHBIX
(beHunkeTo
HypHEH,
"PKU
Jlognexc
LQ  Juicy

]

Berries

10

246

crapuie 4 Jer,
B3pOCIIbIE,
OepeMeHHbIE

KCHIIHMHBI

Cnenuanu3upoBaHHbI
71 HPOAYKT
JIHETUIECKOTO

JIeueOHOrO0  IUTAHUSI
JIETe cTapuie OJHOIOo
roja, OOJIBHBIX

(heHUITKETOHYPHEH,

"PKU Nutri Energy

27

14

42

402

crapuie 1 roga
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2"****

Crnennan3upoBaHHbI
71 MPOAYKT
JTUETUIECKOTO
(J1euebHOT0) MUTAHUA
nered crapmie 9 Jer,
OOJIBLHBIX
(hEeHUITKETOHYPHEH,
"PKU Nutri 3 Energy"

c HEUTpaJIbHBIM

*kkk
BKYCOM

354

12,6

44

387

crapiie 9 ner,
B3pOCIIbIE,
OepeMeHHbBIC

KCHIIMHBI

Crernuanu3upoBaHHbI
51 HPOAYKT
JIUETHYECKOTO
(JieueOHOTO) MHUTAHUS
nereit crapmie 1 rona,
0OIBHBIX
(beHunkeToHypuen u
runepdeHnnanannfe
mueii, "PKU Nutri 2
Concentrated" c

HEUTPATbHBIM

BKYCOM

60

10

280

crapure 1 romga

CHCI_[I/I AJIM3UPOBAHHBI

v

i MPOYKT
JTUETHYCCKOTO
(JleueOHOr0) MUTAHUS
JeTed crapiie 8 Jer,
OOJIBHBIX
beHunkeToHypuen u
runepdeHnnananuHe
muert, "PKU Nutri 3
Concentrated" C

HEUTPAJIbHBIM BKYCOM

70

4,3

297

crapuie 9ner,
B3pOCIIBIE,
OepeMeHHbBIC

JKEHIIINHBI
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*khkk

Crnennan3upoBaHHbI
W TPOAYKT JETCKOIrO
JIMETHYECKOTO
JIe4eOHOTO  IHUTAHUS
miag gereit or 0 mo 1
roja, OO0JIBHBIX
(hEeHUITKETOHYPHEH,

"COMIDA-PKU A

'****

dopmyna + LCP'

11,8

27,4

52,6

506

0-12 mec

Crernuanu3upoBaHHbI
H TPOAYKT HAETCKOro
JINETHYECKOTO
JIe4eOHOTO  IHUTaHUS
I geted crapmie 1
roja, OOJIBHBIX
(beHunKeToHypueH,
"COMIDA-PKU
Br

73

0,5

296

Crieninani3upoBaHHbI
U TPOLYKT AETCKOTO
JINETHYECKOTO
J1e4eOHOrO0  IUTaHUSI
Uist getei crapiie |
roja, 0O0JIBbHBIX
(beHunKeToHypueH,

"COMIDA-PKU B
dopmyma""

31,1

15

40,6

424

crapue 1 roga

Cnenuanu3upoBaHHbI
A TOPOOYKT JAETCKOTO
JIHCTUIECKOTO

J1e4eOHOTO0  IUTaHUS
s geted crapuie 7

JIeT, OOIBLHBIX

75

0,4

302

crapuie 7 Jier
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(beHnITKeTOHypHEid,
"COMIDA-PKU
C"****

Crenuanu3upoBaHHbI
A IPOLYKT AETCKOIO
JIUETHYECKOTO
JIe4eOHOr0  IUTaHUSI
Il geted crapuie 7
JIET, OOJIBHBIX
(deHunKeToHypueH,

"COMIDA-PKU C
dopmyma"”"

45

38,9

335

Crnennan3upoBaHHbI
M MPOIYKT JIe4eOHOro
NUTAaHUS JUIs JeTeit
HEpBOrO TO/a KHU3HH,
O0JBHBIX
(beHunKeToHypueH,

"MD mua ®KY-0"

13

23

59

495

0-12 mec

Cnenuanu3upoBaHHbI
U TPOLYKT AETCKOTO
JTUETUYECKOTO
(J1le4eOHOr0) MUTAHUS
U JeTed  craplie
OJIHOTO roja,
OOJILHBIX
beHunKeTonypue, Ha
OCHOBE AMHHOKHUCJIOT
0e3 (QeHmmamannHa ¢
(GpPYKTOBBIM  BKYCOM

"MD mua ®KY-1"""

20

73

372

Cnenuanu3upoBaHHbI
51 MPOAYKT

JUETUYCCKOI'O

40

6,1

46,9

402

crapure 1 roga
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(;1euebHOT0) MUTAHUA
JUIL  JIeTed  crapiue
OJTHOTO roja,
0O0JIBbHBIX

(beHunKeTonypruen, ¢
HEUTPaJIbHBIM BKYCOM

"MD mun ®KY-2""""

Criennan3upoBaHHbI
51 HPOAYKT
JTUETHYECKOTO
(JteueOHOr0) MHUTAHUS
JUIsL  JeTel  crapiie
OJITHOT'O ronaa,
OOJIbHBIX
benunkeTonypuei, ¢
HEHTpaIbHBIM BKYCOM

"MD mun ®KVY-3

e

69,1

23

368

Crniennan3upoBaHHbI
i 7eyeOHBIH MPOIYKT
Ha OCHOBE
AMUHOKHCIIOT oe3
dbeHunananuHa IS
JIeTeH cTaplie OJHOIO
roja, OOJIBLHBIX
beHunkeTonypuen, ¢
HEUTpaJIbHBIM BKYCOM
"MD mun  OKY

pemuym"™

69,1

1,9

23

385

crapiuie 1
roja,
B3pOCTBIE W
OepeMeHHbIE

KCHIIHMHBI

Cnenuanu3upoBaHHbI
U NHUIIEBOM MPOIYKT
JIHCTUYECKOTO

JeYeOHOr0  MHUTAHUS
Ui JIeTed  crapiie

OJIHOTO roja,

75

14

356

crapure 1 roga
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0OJIbHBIX
(beHnITKeTOHypHEid,
cyXxas MaKCHUMaJbHO
cOanaHcupoBaHHAs

CMCCh 3aMCHHUMBIX H

HE3aMEHUMBIX
AMHUHOKHUCIIOT oe3
dbeHnaaHuHa c

HEUTPAJIbHBIM BKYCOM
"MD  Mun  ®OKVY
MAX I T Eakaliaiad

[Iponykr cyxou
CIIELNaJIU3UPOBAHHBIN
JUIst JTUETUYECKOTO
Je4yeOHOro  MHUTaHUs
JeTeil MepBoro roja
JKU3HU, OOJILHBIX
(beHunKeToHypueH,

"beHAMUH 13-

phe"****

13

26

50,3

493

0-12 mec

[TponyxT cyxou
CIIELNaIN3UPOBAHHBIN
TUIS TUETHYECKOTO
7Ie4eOHOr0  MUTaHHS
JIETel TMepBOTrO To/a
JKU3HH, 0OIBHBIX
(beHUITKeTOHypHEeH,

"benAmun 15-

phe"****

15

26

48

492

0-12 mec

[TpoayxT cyxou
CHeIUAIN3UPOBAHHBIN
I JIUETHYECKOTO
JIe4eOHOrO0  IUTAHUSI

JIETe cTapuie OJHOro

20

15

52,8

431

crapure 1 roga
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roja, OOJILHBIX
(beHnITKeTOHypHEid,
"ben AMuH 20-

phe"****

IIponykT cyxou
CIIELUaTIU3UPOBAHHBIN
TUIS JTUETHUYECKOTO
Je4eOHOro  MUTaHUS
JIETei cTapuie OJHOrOo
roja, OOJIBHBIX
beHunKeTonypuen,

"beHAMuH 40-

phe"****

40

13

31,9

410

crapue 1 romga

ITpoaykT cyxou
CHCIUATM3UPOBAHHBIN
TUIst JTMETUIECKOTO
7ne4eOHOr0  MUTaHUSA
JIeTei cTapue OJHOIO
roja, OOJIBLHBIX
(eHUITKETOHYpHEH,

"BenAmun 70-

phe"****

70

5,4

308

crapiie 1
roja,
B3pOCTBIE W
OepeMeHHbIE

KCHIIHMHBI

IIpoxyxr CyxXou
CHeIUAIN3UPOBAHHBIN
TUTST JTUETHYECKOTO
ne4eOHOTO0  TUTaHUSA
JIETe cTapuie OJHOIOo
roja, OOJIBHBIX
(beHunKeToHypueH,

"ben AMuH 75-

phe"****

75

0,6

308

crapiie 1
roja,
B3pOCJBIE WU
OepeMeHHbIe

JKEHIIINHBI

Cnenuanu3upoBaHHbI
W MPOAYKT IETCKOTO

JUETUYCCKOI'O

14

77

Crapiue 3 net
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7ne4eOHOro  MUTaHUsA
JUIsl AeTed crapuie 3
JIeT, OOJIBHBIX
(beHunKeToHypuen u
runepgeHnIaTaHnHe
muei, Mavalia PKU
Motion (Tpomuueckue
bpykTer) 70 M (10 T
0eJIKOBOTO

HKBHUBAJIEHTA) ****

Crernuanu3upoBaHHbI
H TOpPOAYKT AETCKOTrO
JIUETUYCCKOTO
JIe4eOHOTO  MMUTAHUS
I jeTed crapuie 3
JIET, OOJIBLHBIX
(beHunkeToHypuen u
runepdeHnnanante
mueii, Mavalia PKU
Motion (kpacHbIe
bpykter) 70 M (10 T
0OeIKOBOTO

HKBHMBAJIEHTA) ****

14

77

Crapie 3 net

Crieninan3upoBaHHbI
A TOPOOYKT JAETCKOTO
JINETHYECKOTO

JeYeOHOr0  MHUTAHUS
sl ered crapuie 3
JIET, OOIBLHBIX
beHunkeToHypuen u
runepdeHunananuHe
muei, Mavalia PKU
Motion (Tpomuueckue

bpykTel) 1 140 M (20

14

77

Crapiue 3 ner
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r 0€eJIKOBOTO

SKBUBAJIEHTA)****

Crenuanu3upoBaHHBI
W TPOIYKT JETCKOTO
JIUETUYECKOTO
JIe4eOHOTO  MHUTAHUS
I jgeTed crapue 3
JIET, OOJIBHBIX
(GeHunKeToHypuen u
runepQeHnIaTaHnHe
muei, Mavalia PKU
Motion (KkpacHbIe
bpykTsi) 140 Mt (20 T
OeIKOBOTO

SKBUBAJIEHTa)****

14

77

Crapie 3 net

Criennan3upoBaHHbI
51 MPOAYKT
JTIUETUYECKOTO
7Ie4eOHOr0  MUTaHHS
s ieted crapiie 3
JIET, 0O0JIbHBIX
(beHunKeToHypuen,
cyxag  CMeCh  Ha
OCHOBE AMHHOKHUCJIOT
0e3 (QeHwmmamannHa ¢
HEUTpaJIbHBIM BKYCOM
PKU express (PKU
skcnpecc): 25 r (15 r
0enKoBOTO

skBuBajeHta - PKU

express 15)

60

16

304

Crapiue 3 ner

Cnenuanu3upoBaHHbI
W POAYKT

JUETUYCCKOI'O

60

16

304

Crapiue 3 net
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7e4eOHOro MUTAHUS
JUIs ieTet crapiie 3
JIeT, OOJIBHBIX
(hEeHUITKETOHYPHEH,
cyxasi CMech Ha
OCHOBE aMUHOKHCIIOT
0e3 (heHmIamanuHa ¢
HEUTpaIbHBIM BKYCOM
PKU express (PKU
skcnpecc): 341 (20T
OeJIKOBOTO
skBUBajieHTa - PKU

express 20).
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IIpuaoxenue A3.7 Cnucok

HU3K00eJIKOBbIX

u

0e30eJIKOBbIX

CHEeNHAJIM3NPOBAHHLIX NMPOAYKTOB, 3aperHCTPUPOBAHHLIX Ha Teppuropun Poccuiickoii

Deepanum

Bua npoaykToB HU3KOOEITKOBBIX

CHeHaTU3UPOBAHHBIX *

Cpenuee
KOJIMYECTBO
oenkaB 100 T

T'OTOBOI'O

MPOJYKTa

Bo3spact npumMeHenus

Myka HU3K00€eNIKOoBas Ui BbIIIEUKH XJ1e0a,
onaini, XJIe000yITOUHBIX M KOHAUTEPCKUX

uzzienuii (B Buje nonyhadpukaToB)

MaKapOHHBIe n3a0CInsA HHU3KOOEJIKOBBIE B

ACCOPTUMEHTE (BEpMHUILIEIb, MAKAPOHBI U

Ap.)

Huzko0enkoBbie X71€600y10YHbIC U3IEHS

roTOBBIE (XJI€0 | JIp.)

HuskxobenkoBnie KOHIUTCPCKUC U3ACITHA

(meuenwe, Badu u ap.)

Huskobenkoblie nonydadpukaTel Ha OCHOBE
KpaxMaJioB JUIsl PUTOTOBIICHHSI CYTIOB,

MIOpe, OBOIIHBIX KOTJIET U APYTUX OO,

Huszkob6enkoBble KpyIibl (caro, puc 1 Jip.)

Hu3k00€eIKOBEII 3aMEHUTEID UL

be36enkoBbie cyxue HAMTUTKHA ¢ MOJIOYHBIM

BKYCOM

Crapuie 1 rona, BKiIrouast

MOJIPOCTKOB, B3POCIIBIX,

O6epemMeHHBIX sxeHIIH ¢ OKY

Conepma}me q)emma.naﬂnﬂa, OCHOBHBIX IMUIIEBBIX BCIICCTB M OJHCPIrUu HEKOTOPbLIX

KpaxmaJjgocoacpKkalmx HHU3K00€JIKOBbIX NMPOAYKTOB, UCIIOJIL3YEMBIX B IMTAHUM NMANUCHTOB

¢ penunkeronypueii (100 r npoaykra)

DA OCNKH | JKUpBI | YIJIEBOABI | KKal
Caro UCKYCCTBEHHOE 40 0,8 0,2 86,5 360,0
MaxkapoHHBIC U3JIeTUs MaJTOOSITKOBBIC 50 1,0 0,6 85,0 358,0
Kpaxmain kaprodenbHbIii 5,0 0,1 - 78,2 313
Kpaxman KyKypy3HbIT 50 1,0 0,6 83,5 343
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Kpaxman nieHnaHbIi 20 0,4 0,1 86,8 367,0

Kpaxman aMiIIoneKTHHOBBIN HaOyXaromui 50 1,0 0,6 85,2 329,0
Xi1e0 0e30eIKOBBII 35 0,7 2,5 58,9 276,0
[Tomrydabpukat HU3KOOCIKOBBIH /IS

95 1,9 1,0 90,5 4175
MPUTOTOBJICHUS OJIMHOB U OJIa TN
I'mroxo3Hast momajika ¢ PpyKToBBIMU 300—

30-100 | 0,6-2,0 | 0,1—-1,0 | 71,0-73,0

nobaBKkamMu 310
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Hpuaoxenne A3.8 Hopmbl _¢(u3nonaorunyeckoil  norpedfHOCTH B OCHOBHBIX

HYTPHEHTAX /IS 3/I0POBBIX JeTeld pa3JHYHbIX BO3PACTHLIX IPYII M B3POCJIbIX

CpennecyTouHble HOPMBI MOTPEOHOCTEH B OCHOBHBIX MHINEBBIX BEIIECTBAX W SHEPTUM IS

JIeTel TIePBOTO To/1a )KM3HU (Ha KT Macchl Tena) [24].

Bospact DHeprusi, benoxk, Kuppr,
YraeBojbl, I/Kr
(mec.) KKaj/ Kr /KT /KT
0-3 115 2,2 6,5 13
4-6 115 2,6 6,0 13
7-12 110 2,9 55 13

Cpe,I[HGCYTO‘IHBIG HOPMBI (1)PI3PIOJ'IOFH‘I€CKOI>1 HOTpe6HOCTI/I B OCHOBHBIX ITHMIICBAIX BCIICCTBAX U

SHEPruu IS JeTel crapiie roaa [24].

Yrnesonsl,
Bospacr Oueprus, kkai | benok, r/nens | XKupsl, 1/1eHb
I/nedup
or 1 roxa no 2 et 1200 36 40 174
oT 2 JIeT 10 3 Jer 1400 42 47 203
ot 3 et 1o 7 jmer 1800 54 60 261
ot 7 netr go 11 net 2100 63 70 305
or 11 set no 14 ner
2500 75 83 363
MaJIbYUKU
ot 11 ner no 14 ner
2300 69 77 334
JIIEBOYKHA
ot 14 net no 18 ner
2900 87 97 421
FOHOIITH
ot 14 net no 18 ner
2500 76 83 363
JEBYIIKH
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IIpuaoxenue A3.9 MuHUMAJbLHOE JONYCTHMOE KoJu4ecTBO PA B NUTAHUM

nanueHToB ¢ ' DA B 3aBHCHMOCTH OT BO3pPacCTa

KoanuectBo @A
Bospacr gerei

MI/KI/cyTKH* MI/CyTKH**
ot 0 10 2 mMecs1EeB 90-60 130430
2-6 MecsI1IeB 55-45 135-400
6-9 mecsiieB 145-370
40-35
9-12 mecsnesB 135-330
1-3 35-25 200-320
3-7 25-20
200-1100
7 u crapiie 20-10
BepeMeHHbIe 1 KOpMSIIIIHME KEHIMHBI**
Tpumectp 1 265-770
Tpumectp 2 400-1650
Tpumectp 3 700-2275
[Tepuon nakramum 700-2275

Ipumeuanue: *- [23]; ** — [4, 20].

Hedocmatowee konuuecmgo 0Oenka B0CHONHAEMCS 34 CYem CHeYUanU3UPOBAHHLIX JIeUeOHbIX
npooykmos — cmeceli amuHokuciom 6e3 DA u HUZKOOEIKOBbIX NPOOYKMOS NUMAHUS.
AMUHOKUCTIOMHbLE CMeCU PA3IUdaomcs no cooepxcanuio beaxa (om 13 2 0o 77,5 e na 100 2
CYX020 NPOOYKMa) u Opyeux numameibHblX Geujecms (Venesoobl, HCupbl, GUMAMUHbL, MUKPO- U
Makpoanemenmsl). Bee cmecu 6 céoem cocmage He cooepocam PA. Amunokuciommuvie cmecu ¢
cooepxcanuem 13—15 2 6enka 6 100 2 cyxou cmecu npeonasHaueHvl 0 Oemell nepeoco 200a
orcusnu. [emam — cmapwe 1 200a, noopocmkam, 83pOCiviM, BKIOUAS OEPEeMEHHbIX HCeHUJUH,
HasHadaomes cmecu ¢ Oonee vicokum cooepacanuem 6enxa (Ilpunoscenue A3.3). Pacuem

CYMOUYHOU 003bl CNEYUATUSUPOBAHHO20 NPOOYKMA NPOUIBOOUMCSL NO (popmye:

(Ps-Pn) x 100,
P

20e PS — cymounoe konuvecmeo Oenka, Pn — 6enox ecmecmeennvix npooykmos, P —
benxosvili dsxeusanenm 6 100 2 cyxozo cneyuanusuposannoco npooykma. Ilpunyun pacuema

2UNOGEHUNANAHUHOBOU OUembl NOKA3AH HA npumepe paciema numaHnus 3-x jemHemy peOeHKy ¢

DAl -3a6ucumoii ' @A (PKY).
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IIpuao:xenue A3.10 Ilpumep pacuera nuranusg pedoeuky ¢c DAI-3apucumoii ' DA

Tayueum 3 2o0a, macca mena 14,5 ke

1. Obwee cymounoe xonuvecmeso benka 8 payuorne 601bH020 (cm. npunoxcerue A3.8): 54,0 2

2. Jlonycmumoe cymoynoe koauvecmeo @A (cm. npunosxcenue A3.9):

25x 14,5 =363 me

3. lonycmumoe xonuuecmeo 6Genka ecmecmeeHHblX npooykmos (le benka coodepocum 50 me
DA):

363:50=7,32

4. Konuuecmso Oenka 3a cuem cneyuanuzupo8aHHo20 npooyKma Ha ocHoge cmecu L-
amunoxuciom 6e3 PA:

54,0-7,3=46,72

5. Cymounoe koauvecmeo amunoruciomuou cmecu (100 e cooepocum 20 2 6enka):

46,7 x 100:20 = 233 ¢

6. Pexomendyemoe cymounoe Konuuecmaeo sxcupa 6 payuore (cm. npunodcerue A3.8): 60 2

7. Pexomenoyemoe cymounoe Koauuecmao y2nee0008 (cm. npunodicenue A3.8): 261 2
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Ipunoxenne A3.11 Cxema Tepanuu npu pasandnbix  BH4-nedpunurHbIX

COCTOAHUAX

Cxema Tepanuu pu pa3IMyYHbIX BH4-nedunurabeix COCTOSIHMSIX (c/6e3

\mr[ep(beHHnanaHHHeMHH) *

Cpenctsa | Canprirepun™** | #JleBogoma+[Ka | 5- Huera ¢ | ®onuenas
Teparuu pOumomnal** TUJIPOKCH | HU3KUM Kuciora**
DepMeHTHI tpuntod | DA

aH

(buomnoru

YeCKU

aKTUBHAs

J00aBKa)
GTPCH + + + - -
DRD/ayrocomu | - + - - -
o-
JTOMUHAHTHBIA
tunt GTPCH
PTPS + - - - -
yMepeHHas
dopma
PTPS tsmxenas | + + + - -
dopma
DHPR - + + + +
SR - + + - -
PCBD + + + - -

[Mpumeuanue: *-tabiuia cocraBiena no AanabiM N.Blau 2014.
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IIpuaoxenue A3.12 Tect HA YYBCTBUTEJILHOCTH K CAIPONTEPUHY* *

TectupoBaHue MOTEHIMATBLHONW YYBCTBUTEIBHOCTH K CAllPONTEPUHY** M NanbHeiiliee ieueHue
UM TMIPOBOJUT M KOHTPOJHMPYET Bpad, KOTOPBIM OCYIIECTBIISICT HaOmoieHne nanuenTos ¢ ['OA.
Jlis Gosee THIATENBHOIO KOHTPOJISI TECT LE€CO00Pa3HO MPOBOJIUTH B CTALIMOHAPE, BO3ZMOKHO
JTHEBHOT'O NpeObIBaHUS, IIPU YJOBIETBOPUTEIBHOM KOMIUIAGHTHOCTH MallMeHTa — aMOyJIaTOpHO.
[lepen mpoBeneHHEM TECTUPOBAHHS y ponauTeNeil (3aKOHHBIX IpeNCTaBUTENEH) peOeHka, a
TaKXe y ManueHToB crapiue 14 net 6epyt nnpopmupoBanHoe cornacue (npuinoxenne A3.13) na
IPOBEICHUE JIaHHOM MpoLEAypbl, IPOBOAUTCS MpeaBapuTeibHas Oeceda, B KOTOPOH
pa3bACHAIOTCA LeIM W 337add TECTUPOBAHHUA, pOJIb POAUTEIEM M C€aMoro IanueHTa B
00ecre4eHNnHy 1 BBIMOJIHEHUH YCIOBHUM MPOBEIECHUS TECTA.

BaHbIMH yCJIOBUSIMU TECTHPOBAHUA SIBJISAIOTCS

— BeleHHE MUIIEBOTO JHEBHMKA W CTAa0MIbHAs THUMOQEHWIAIAHUHOBAS JUETa C IIEJIBI0
UCKJTFOUEHHUSI €€ BIMSHUS Ha KoJieOaHus KoHueHTpauu @A B KpoBH;

— HEO0OXOJMMOCTh TECHOTO B3aUMOJICHCTBUS C BPAuOM JJIsi CBOEBPEMEHHOTO COOOIICHHUS O
HE)KEJATEeNIbHBIX SIBICHUAX, MHTEPKYPPEHTHBIX 3a00JIeBaHUSX WU JIPYTUX COOBITHSX,
CIOCOOHBIX MOBJIUATH HA PE3yJIbTAaT TECTUPOBAHUS;

— o0pasusl kpoBH ais ompeneneHus @A criemgyer codupaTh HENOCPEACTBEHHO Iepen
BBEJICHUEM carponTepuHa™**, a 3atem 2-5 npob B TeUeHHE Nepuo/ia UCIIBITAaHUHN B OJJHO U
TO K€ BpEeMsI JIHS, JKeJIaTeJIbHO HATOIIAK;

— wu3MepeHne @A B cyxux o0pasliax KpOBH IIPOBOJAUTH OAHUM U TEM K€ METOJIOM.
TectupoBanue MOXeT ObITh MpPoBeAEHO ¢ 1 roja c nensto BeIsIBUTE BH4 nedunutHeie Gopmbl
['®A, 49r0 He HCKIIOYAeT MOBTOPHOIO TMPOBENIEHUS TecTa B 0o0Jiee CTapiieM BO3pacTe s
OTpeieNIeHUs] YyBCTBUTEIBHOCTH K campontepuHy** y OonpHbIx ¢ DAL 3aBucumoit popmoit
['DA.

Mo>kHO UCTIOIB30BaTh PA3INYHBIE CXEMbl TECTUPOBAHUS (KOpOTKUE cxeMbl — 24 yac, 48 yacos,
7 nHel, NIuTeNbHble cXeMbl — OT 28 nHell u 6onee). JJIMTENbHOCTh TECTUPOBAHUS M KPATHOCTD
B3STHSI KPOBU BO BPEMsI TECTUPOBAHUS ONPEAEIAET Bpau, pyKOBOJACTBYSCH IIPU STOM JaHHBIMU
MCCJIEJOBAHMM 110 ONITUMAJIBHOMY ITPOBEJIEHUIO TecTa [28].

Hns monydenus: Hanbosiee MHPOPMATUBHOTO DPE3yJIbTaTa IeIecO00pa3HO HMCMOIB30BaTh MJIS
TECTHPOBAHUS MaKCUMAJIbHYIO TO3UPOBKY #campontepura** (20 mr/kr) [5-7]. Cyrounas mo3a
pacCUMTBIBAETCA MHAUBUAYAIBHO IS KaXXA0TI0 NAlUEHTa B COOTBETCTBUU C MHCTPYKIIMEH.
«Kopomxuey cxemvl mecmupoeanus

OCHOBHBIM KpuTepueM >(PQPEKTUBHOCTH INpernapara NpH KOPOTKOM TECTUPOBAHUM SIBIISETCS

cHmkeHne konueHTpanuu ®A kposu Ha 30% u Oonee.
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IIpoBenenue Tecra y aereii crapume 1 roga, noaApoCcTKOB M B3POCJIbIX MAIIMEHTOB
Ilepen npoBeneHHMEM TECTUPOBAHMS CTAOWIM3UPYIOT cojepkaHue PA B KpoBU IIyTeM
NOJJEPKAHUS TOCTOSIHCTBA IMHUUIIEBOrO palioHa B TeueHue 4-5 JHel 10 Hayala TecTa U B
HepuoJl TeCTUpoBaHus. TecTupoBaHME HAaUMHAIOT Ha (poHe cTabuiIbHOro ypoBHs A KpoBH, Npu
9TOM PAacCCUMTBHIBACTCA CpPENHEE 3HAYEHHUE NBYX Nokaszatened DA, MOIy4YEHHBIX B pe3ylbTaTe
JIBYKPAaTHOTO B3SITUA KPOBH Iepes] HayaloM TecThpoBaHus. Llemecoobpa3Ho, 4ToOBI cpenHee
3HaueHue GA Obu10 HEe HIke 450 MKMOnb/1 (7,5 MI/mT), TO3TOMY «KOPOTKOE» TECTUPOBAHUE
HE00X0IMMO IPOBOJUTH B NIEPBYIO OYEpe/lb y MALKUEHTOB C MOBBIIEHHBIM cojepkanueM OA B
kpoBu. Ilpu HOpmanmbHOM copepkanuun DA KpoBH, aAMeTa MOXKET OBITH CJErka pacIIMpeHa
(TOJIBKO TIpU COTJIACHUM POJWTEIICH/3aKOHHBIX MPEJICTABUTENCH WM CaMOro IalueHTa) a0
NOJTy4YeHUs CTa0MIBbHBIX 3HaueHn @A kpoBu He HIKe 450 MkMob/1 (7,5 Mr/m).

B nens nepBoro npuema mnpenapaTa HaTOIaK OepyT aHaIM3 KPOBU M3 Naliblia Ha (peHUIIAIAaHUH,
3aTeM peOEHOK NMPUHUMAET PACCUMTAHHYIO J03Yy Ipernapara BMECTe C 3aBTPAKOM WM Cpasy ke
nocie 3aBTpaka. B teuenue 2-x (win 7-Mu) AHEW YTPOM B OJIHO U TO K€ BpeMs I10OCIIE 3aBTpaKa
(umum BMecTe C efoi) peOeHOK NpPUHMMAET IIpernapaT, pa3BElCHHbI B TEIUIOH BOJAE B
COOTBETCTBUU C HHCTPYKLIUEH.

[ToBTOpHOE B3sITHME KPOBH MPOBOAAT Ha 3-i (wiam 8-i) neHb cTporo Hatomak. Omeem Ha
YYCMBUMENbHOCMb K npenapamy OLIEHUBAETCs 0 CTENEHU CHIDKEHHS KoHUeHTpauuun DA B
KpOBU OOJBHOTO TPHU COOJIIOJCHUH CTaOWIBbHOW TUNMOGEHUTIATAaHUHOBOW AWeThl. llarueHT
CUMTAETCSl YyBCTBUTENIBHBIM, €CIIM pa3HuLa ypoBHs DA, MOIYy4EeHHOTO MO0 OKOHYaHUM NEpHoJa
OLICHKM OTBETa Ha JIEYEHHE, U HMCXOAHOro ypoBHs (DA mepen HavajaoM IIpHeMa Ipernapara
cocrasisieT 30% u Ooutee.

[Tpu camxenun ypoBHs @A 6Gosnee 85% BbICOKa BEPOATHOCTb, YTO TUNEpPEHUIATAHUHEMUS Y
namueHTa o0ycioBiieHa HeJJOCTaTOUHOCThIO TeTparuapoouontepuna (BH4).

[TpuMepHBbIe CXeMBI TECTUPOBAHUS MPHUBEIEHBI B Tabnuuax 1-2.

Tabmuna 1. JIByxaHeBHass cxema TECTUPOBAHUS JJIsi ONPEIENIEHHUs YYBCTBUTEIBHOCTH K

canponTtepuny*.

o mecma JIHu mecmupoeanus
IIpoyeoypul

I I 1 2 3 4
Kposw

X X X X
Hamowaxk
llpuem

+ +

npenapama
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Onpeodenenue
omeema  no
pe3yrbmamam

DA kposu

*- KpaTHOCTh B3SITHS KPOBH MOXKET OBITH yBEJIIMUYEHA /10 3-X pa3 B CYTKU IO PEIICHUIO Bpaya.
Bonee uacteiii koHTpons DA mO3BOJNSAET 3aDUKCHPOBATH MOMEHT MaKCHMAJbHOTO CHIKEHUS

KoHIIeHTpanuu DA kpoBu Ha (OHE TpHeMa canponTepuHa™ ™,

Tabmuma 2. CemuaHeBHas cxXeMa TECTHPOBAHHUS ISl OIPENCIICHUS YyBCTBUTEIBHOCTH K

camponTepuHy**L,

Io J{nu mecmuposanus
Ilpoyeoypul mecma | T-u OHe8HAs cxemda

| |1 2 3 4 5 6 7 8 9
Kposw

X | X | X X
Hamowaxk
Ilpuem

+ + + + + + +
npenapama
Onpeodenenue
omeema no
X *

pe3yremamam
@A kposu

1. kpaTHOCTH B3ATHSI KPOBH MOKET OBITH YBEIMYEHa JO 3-X pa3 B CYTKM 1O PELICHHIO Bpaua.
bonee wacteiit koHTpob DA mo3BodseT 3aUKCUPOBATH MOMEHT MaKCHUMAaJbHOTO CHHMKEHUS
koHUeHTpauu @A kpoBu Ha poHe npuema canponTepuHa™™*.

[Tocne mpoBeneHHs TECTHMPOBAHUS W TOJYYEHHUS MOJOXKHUTEIBHOTO pe3ysibTaTa HEOOXOIMMO

MNOATBCPAUTHL €TI0 B XOA€ NJIUTCIIBHOTO Ha6J'IIO,Z[CHI/I$I.

«luTebHBIN TECT

OcHOBHBIM KpuTepueM 3()()EKTUBHOCTH <«IUIUTEILHOT0» TECTUPOBAHUS SBISETCS IMOBBIIICHUE
TOJISPAaHTHOCTH K MUIIEBOMY (eHuNIanaHuHy. [IpernMyIecTBoM Takoro TECTUPOBAHUS SBIISETCS
BO3MOXXHOCTh €ro MpoBefeHus Ha ¢poHe pedepeHCcHbIX 3HaueHni DA kpoBu y manueHra (T.e. He
Beimie 360 MxMmousb/im). Ilpu 3TOM TpeOyeTcss eXeaHEBHOE BEICHHE IHUIIEBOTO JTHEBHUKA,

TIIATENbHBI KOHTPOJIb IUETHI, (PaKTUUECKOTO MOTPEOICHNUS MAMeHTOM HAaTypaJbHOTO OeKa 1

DA.
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Bo BpeMs nanuTeNnbHOrO TeCcTa Ha pEakUUI0 C CamponTepuHOM™* o0pas3ipl KpPOBH IS
ompezaeneHus: KoHeHrpauit ®A ciemyer codupaTh MO0 BO3MOKHOCTH €KETHEBHO, €CJIH TaKOH
BO3MOKHOCTH HET, TO HE PEXKe OJHOI0 pa3a B HEJEJIO.

MakcumanbHasi TOJIepaHTHOCTH K numeBomy ®OA ompezaensercs mnyreM I[MOCTEINEHHOIO
yBenudeHus notpedneHus @A (pacumpeHue AUeThl) IPU COXpPaHEHUH Toka3areneit @A B KpoBu
NalUeHTa B LEJIEBOM JMana3oHe. B COOTBETCTBUM € €BPONEHCKUMHU PEKOMEHIAIMSIMHU 110
JTUarHoCTHKE ¥ JieueHuto ['@A moBbIlIeHUE €CTeCTBEHHOUW TOJIEPAaHTHOCTH K Oenky >100% mo
CPaBHEHMIO C UCXO/JHOM (/10 Hayana TeCTUPOBAHUsS) IPU COXpaHeHUU KoHIeHTpaun @A kpoBu
B [Ipe/ieNiaX TepareBTUUECKOro quana3oHa mnocie 6 MecsleB mpuema canponTepuHa™* spusercs
JI0KAa3aTeIbCTBOM UYYBCTBUTEJIBHOCTH MALIMEHTA K JICYEHUIO IaHHBIM IIpenapaToM.

B rteuenune npoOHOro jnedyeHus M MOCIEAYIOUIEH KOppeKIuH Tepanuu KoHueHtpauus DA B
KpOBH HE JIOJDKHA TpeBbINATh I1eneBoro 3HaueHus 6 wmr/mn (360 wmkmounb/n). Ilpu
KOMOMHHPOBAaHHOM  HCIOJb30BAaHUHM THINO(EHUIATAHUHOBOM JIMEThl M camponTepuHa™™*
KOHTPOJIb 33 aHTPOIIOMETPUUECKUMU U OMOXMMUYECKUMH NOKa3aTeNIsIMU HYTPUTUBHOTO CTaTyca
JOJDKHBI OBITh CHCTEMAaTHYECKHMM BO M30€KaHHWE Pa3BUTHUS JEPHUIMTA OCHOBHBIX U MHHOPHBIX
MULIEBBIX BEIIECTB, ATMMEHTAPHO-3aBUCUMBIX COCTOSIHHIA.

[Tpu HEoOXOaUMOCTH IIIMTENbHAs MeIuKaMeHTO3Has Tepamus y 60ipHBIX ['DA, oTBeyaronmx
Ha JIeYeHHE canponTepuHoM™* cHmxeHneM ypoBHS DA B KpoBU, IPOBOAUTCA B KOMOHWHAIIUU C
JUETON IIPU UCIOJIb30BAHUN aMUHOKHCIIOTHBIX CMECEH, KOJIMYECTBO KOTOPHIX OMpPEENsIeT Bpay.
[TarueHTHI, TOTYYAKOIKE CAlPONTEPHUH** TPeOYIOT TIIATETLHOTO KOHTPOJS 33 COCTOSTHUEM HX
HYTPUTHUBHOTO CTATyCa U APYTMMH MOKA3aTesIMU 310POBbs HE pexe | pa3a B 6 Mecsues.
Tecmuposanue na uyscmeumenbHOCms K CAnPOnRmMepuny** 6o epems d6epemeHHocmu.
Kenmunam ¢ T'@A HacTOATETbHO pPEKOMEHIYETCS BBIIOJIHUTH TECT JO0 HACTYIUICHUS
O6epeMeHHOCTH. B03MOXHOCTH mpoBefieHHs 48-4acoBOro TecTa Ha UYBCTBUTENIBHOCTh K
canmponTepuHy** paccMmarpuBaeTcs B cllydasx, Korja 6epemeHHas xkeHmuHa ¢ [ @A He MoryT
noctuab ypoBHSI DA <360 MKMOJB/T B KpPOBHU C TOMOIIBIO THUMOGECHUIATAHUHOBOW JTHETHI.
Takoil moaxon cuuTaeTcsd ONpaBIaHHBIM, TaK KaK pPHCK TEPaTOr€HHOCTH BBICOKHMX
KOHI[EHTpAIllMi B KPOBU MaTepH MPEBBIIIACT PUCK HCIOJIH30BAHUS calponTepuHa™* Bo Bpems
6epemenHoctu. Ecnu TectupoBaHue OBLIO MPOBEACHO paHee (B MOAPOCTKOBOM BO3pacTe, /0
OepeMeHHOCTH U T.J1.) ¥ ObLI OJTy4YeH MOJOKUTENbHBIN OTBET, MO3BOJISIOLIUN PACIIUPUTD AUETY
xeHmuHbl ¢ @A, npenapar HazHA4YaeTCs € B MEPUOJ MPETPABHIAPHON MMOATOTOBKH (3a 2-3
Mecsla A0 IulaHupyemoro 3adatusi). Ilocie HacTyruieHuss OepeMEHHOCTH TpUEM Ipernapara

IPOJOJDKAETCS A0 POJOB, C KOPPEKLMEHN 103bI JIEKAPCTBEHHOIO IIpenapata [26, 54].
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Meouxamenmosnan mepanua npu BH4-depuuumnvix cocmosanuax c¢ I'DA aenaemcs
namozeHemu4eckou u HA3HAYAemcA nocjie YCMAHO61eHUA OUaZHO3aA 6 00A3amenbHOM
nopaoke 6e3 npoeedenusa mecmuposanus. HavanpHas no3a canponrtepuHa** y OONBHBIX ¢
HenocTatouyHOCThi0 BH4 cocTaBisier ot 2 10 5 Mr/kr Macchl Tena npu npueme 1 pa3 B neHb. [Ipu
HEOOXOMMOCTH JI03a canmponTepruHa™®* MoxeT ObITh yBenu4eHa 10 20 MI/Kr Macchl Tejia B JICHb,
JUTSL TOCTHIKEHHSI ONTUMAIILHOTO TEeParieBTHUECKOro 3 dekra BO3MOKEH MpueM mpemnapara 2 -3

B JCHb.
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IIpuao:xkenne A3.13 UndopMHpOBaHHOE COIJIACHE HA NMPOBeeHHE TeCTHPOBAHUA

npenaparoM canponTepu®*

A,

(PHO),
nacmopT Ne , BBIJIaH
npouHpopmMupoBan (-a) O TOM, UTO npenapar canponrepun®*  (CamponTepuHa™*

JUTHAPOXJIOPU) SIBISETCS CHUHTETHMYECKHM AHAJIOrOM MIPUPOAHOIO TETPAruApOOHONTEpUHA U
SBJISICTCA CPEACTBOM Ul JIeYeHMsI OOJBHBIX C HACJEACTBEHHBIMH HapyIIEHUSMH OOMEHa
BEIIECTB (HY)KHO€ TOMYEPKHYTH) — (CHUIKETOHYPHH, UYBCTBUTEIBHOH K JICYCHHUIO
camporntepuHoM™*, U HapylieHuil oOMeHa TeTparuapoOuonTepuHa (aTUu4Has, KopaKkTopHas,
TeTparupoOuonTepun-3aBucuMas popma GEeHUIKETOHYPUH), KOTOPBIM CTpagaeT Mol peOeHOK

(PHO) ;

r.p.

S wndpopmupoBaH(-a) O TOM, YTO JUIS TOATBEPKICHHS UYBCTBHTEIBHOCTH K JICUCHHIO

canponTepuHoM™*, HeoOXOIUMO MPOBECTH TECTUPOBAHUE, LEJIbI0 KOTOPOro  SIBISETCA
HNOJATBEPAUTh CHIKEHHE YPOBH (peHMIasaHnHa B KpOBU Ha (poHe MpUMEHEeHMs canponTepuHa™™
B COOTBETCTBUU C UMEIOIIUMHUCS MEXAyHapoaHbIMU cTangapTamu (30% u 6oee).

1 uadopmMupoBaH(-a) 0 TOM, YTO B CIy4dae MOJITBEPKICHUS UYyBCTBUTEIBHOCTH K TEpaIlH
canponTepuHoM™*, naHHOE JeyeHHe OylIeT MPeJoCTaBIEHO MOeMYy pPeOEHKY TOJIBKO Iocie
HOJTBEPXKIEHUS FOCYIapCTBEHHOIO (PMHAHCUPOBAHMUSL.

S undopMupoBaH(-a) JedauM BpayoM O TOM, YTO B MpoOIiecce MPUMEHEHMsI carnponTepuHa™*

MOTYT pa3BUBaTbCs MOOOUHBIE 3PPEKThI, HAUOOJIEEC YACTHIMU U3 KOTOPBIX SIBIISIFOTCS:

. He3nauunTensHas ronoBHas 60J1b

. Hacmopk, 3a1m05keHHOCTD HOCA

. Bbosb B ropie

. Kamens

. XKenynouHo-KuIIeyHbIE pACCTPONCTBA: IOHOC, PBOTA, OOJU B )KUBOTE

. l'unodennnanannHeMust

. MoryTt 6bITh Apyrre noOouHbIe 3()PEKThI, 0 KOTOPHIX OKA HE U3BECTHO.

S 00s3y10ch O0ecreunTh MOeMy PEOCHKY CTAaOMIBHYIO JUETYy M HE BHOCHUTH B HEE HHKAKHX

U3MEHEHHH B nepuoa mMpoBCACHUS TECCTUPOBAHUA.
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S 00s3yr0ch cooOmiaTh JieyameMmy Bpady o000 Bcex MOOOYHBIX A(derTax, HeKeIaTeIbHBIX
SIBIICHUSX M M3MCHCHHSIX B COCTOSHUU MOETO peOCHKa, Pa3BUBIIUXCS BO BpPEMsI IPUMEHEHUS
canponTepuHa**,

S urdopMupoBaH(-a) O TOM, YTO ST UMEIO TPABO OTKA3aThCs OT JICUCHHS MPENapaToM B 00
BpEMs1, O 4YeM 00S3YIOCh YBEIOMHTB JICUAILIETO Bpaya B TCUCHUH CYTOK.

S undopmupoBaH(-a) 0 pPEKOMEHIYeMOW 03¢ Mpemapara, CXeMe JICUYCHHS U OXKUIAEMBIX
pe3ysbTaTax Tepanum.

Most OIUCh MO/ JAHHBIM COTJIACHEM O3HAYaeT, YTO TEKCT JaHHOTO COTJIACUs IPOYUTAH, B HEM
BCE TMOHSTHO, HAa BCE BOMPOCHI S TMOJY4YWI(-a) VYIOBJICTBOPUBIIAE MEHS OTBETBHI, C

MPEIJIOKEHHBIM TJIAHOM JICUEHHUS COTJIaceH(-a).

(dncmo, MecsIl, ToJ1)
3aKOHHBIN MPEACTaBUTENb (MATh/OTEL/APYroil POJCTBEHHUK)
(moamuce)

(®.J1.0.)

Jlewamumii Bpau (monmuce)

(®.1.0.)

JITY:

Ipuaoxenue A3.14 BisgTue OuoMarepuaaa JIfd NPOBeICHUHd AHATHOCTHKH B

IATHAX KPOBU

IloaroroBka K B3ITHIO KpPOBH

HOI[FOTOBKE[ K B3ATHKO KPOBU CTaHAAPTHA: MCI[I/II_II/IHCKI/Iﬁ NnepcoHall JOJIKECH CO6J'IIOI[aTL
mpaBujia CTCPHUIBHOCTH, IIPOTHpAA MECTO IIPOKOJAa PACTBOPOM AHTHUCCIITHKA, HCIIOIb3Yys

OJIHOPA30BbIE UIJIbI-CKAPU(PUKATOPHI U IEPUATKH.

ITosryyeHne cyxoro niTHa KpoBH

Kak mpaBuio, st moisydyeHMs CyxXxuxX HsaTeH [72] KpoBb OepyT M3 Maniblia, TaKkKe
BO3MOXXHO HMCIOJIb30BaHNE BEHO3HOM KPOBH, B3sTOM U3 npodupku ¢ D/ITA (B 3aBUCUMOCTH OT
HCITOJTh3YEMBIX HAOOPOB).

Y HOBOPO’KIACHHBIX KPOBb HA HEOHATAIbHBIA CKPUHUHT U PETECT OepyT TOJIBKO U3 MATKH,
B UCKJIIOUMTEBHBIX ClIydasX — U3 Najbla (IIpU HEBO3MOKHOCTH B3SITUSI KPOBU U3 IISATKH).

Mecto mnpokona (mATKa, Tajier) ciaeayeT o0paboTaTh CTEPHIIBHOW —Cal(eTKOH,

cmoueHHOM 70% cnupToMm, mocie 4ero MPOMOKHYTh CyXOW crepuiibHOM canderkoi. [lepsas
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Karisi, 00pa3oBaBIIasCs Ha MECTE MPOKOJa, HE HCIONb3YeTCd — €€ CTUPAIOT CyXUM BaTHBIM
tamrnoHoM. [locnenyromnye Kamiy moo4epeiH0 HAaHOCAT B KPYTH Ha BIMTHIBAIONIYI0O MEMOpaHy
tecT-Oanka. Kpyru Ha OnaHKe JOJDKHBI OBITH MPOMHMTAaHBI PaBHOMEPHO, HACKBO3b, 0€3 OenbIx
NATeH Ha oOpaTHOU ctopone Onanka (puc. 11'3). s monydeHus ogHoro msTHa Tpedyercs 80—
100 mxn kpoBu. [lociie HaHeceHus: KPOBU Ha TecT-OJaHK 0Opasell BBIAEP>KUBAIOT /10 IMOJHOTO
BBICBIXaHHs B TCUCHHE HE MEHee 2-X YacoB MPH KOMHATHOW TeMIlepaType, He CONPHUKAcasCh C
apyrumu  Tect-Onankamu.  [locme  BhICymMBaHHMsS —~— TeCT-ONAHKM — CKIQABIBAIOTCA B

HHIUWBHUAYAJIBbHYIO YIIAKOBKY, HC COIIpHKacCasiCh M HE HAKIAaAbIBasACh IIITHAMH KPOBH APYI' Ha

S0 00

He macaimms. afinarry nnorurmand evisun Ha wnom vesn. e Aanewns
*  Kanau AonxHbI NONHOCTLIO NPONUTATL KPYXKM € 06paTHOM CTOPOHBI
* Hekacaittecs 061acTit, NPONUTAHHOM KPOBbLIO

Pucynok 1I'3. Cyxue nsTHa KpoBU Ha TeCcT-OJIaHKE.

apyra.

Jis  MONEeKyNsIpHO-TeHETUYECKUX U OHMOXMMHUYECKHX HCCIEIOBaHUH HE B paMKax
HEOHATaJbHOTO CKPHHHMHTA, TOMHMO KalelIbHOTO HAaHECEHUS, MOXKET MPUMEHSTHCS HaHECEHUE
HEOOXOAMMOro Oo0beMa IIeTbHOM KPOBHM HA TECT-OJIaHK TOJyaBTOMATHYECKUM J103aTOPOM,
HanpUMep, U3 MPOOUPKH, COepKAIICH aHATH3UPYEMBI OHOMaTepHal.

TpancopTupoBKa TeCT-0JIaHKOB OCYIIIECTBIIIETCS TIpH TemmepaTrype He Bbie 25°C [MP

CIIK].
AJropuT™ JeicTBHIi MeIMIIMHCKOIO NMepCOHAJIa NPU B3ITHU 00pa310B KPOBH:
° BBIMBITh PYKH (TUTHEHUYECKUH YPOBEHb), HAJIETh IEPUATKH;
° BBIMBITh PYKHU MalueHTa (MATKY peOeHKa B cilydae, €Clii KpOBb OepeTcst U3 MSITKH);
° IpoTepeTh 00JacTh MPOKANbIBAaHUS CTEPUIbHOM canderkoit, cMoueHHOM 70% crnupTom,

IMPOMOKHYTb CyXOf/'I CTCpHJ’ILHOfI CaH(I)CTKOﬁ; IIPOKOJIOTH CTCPUJIbHBIM OIHOPA30BbIM

CKapu(pUKaTOPOM;
° CHSITbH MIEPBYIO KAIUTIO KPOBU CTEPHIILHBIM CYXUM TaMIIOHOM;
° MSATKO HAJIaBUTh JJIs IOJy4EHHUs] BTOPOU KaIllsli KPOBH;
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° NPUWIOKUTh TMEPHCHIUKYISIPHO TECT-OJIaHK K Karuie KPOBH M HPONUTATh €r0 KPOBBIO
HACKBO3b;

° aHAJIOTHYHBIM 00pa30M HAHECTH Ha TECT-OJIaHK 6-8 Kameinb, BHJ ISTEH KPOBU JOJDKEH
OBITH OJIMHAKOBBIM C 00EUX CTOPOH.

° BBICYIINTh TECT-OJJaHK B TOPH3OHTAJIBHOM TMOJOKEHHM HA YUCTOH 00E3KMPEHHON
MOBEPXHOCTH HE MeHee 4 4 0e3 NMpUMEHEHHsS TelIoBOi 00pabOTKM M TOMafaHus NPSMBIX
COJIHEUHBIX JIy4ECH;

° yIIaKoBaTh TECT-OJIAHKM B YHUCTHIH KOHBEPT TakMM OOpa3oM, 4TOOBI ISITHA KPOBH HE

COIIPUKACAIINC.
OcobennocT npu MH(Y3NOHHOH Tepanuu

Hekotopble manmeHTHl MOTYT TMONy4aTh HMH()Y3MOHHYIO Tepamuio, IepeiBaHue
KOMIIOHCHTOB KPOBH, YTO MOXET OKa3aTh BIIMSHUE Ha pe3yibTaThl TecToB. Hampumep, mpu
NIEPEIMBAHUY TUIa3Mbl KPOBU MOTYT OBITh IOJIYYEHBI JIOXKHOOTPHUIIATEIBHBIC PE3YJIbTAThl, TAK KaK
OmnpeaAcCIsICMBIC q)epMeHTI)I HaxoJATCA B INIa3MC U B KJIICTKaX KpPOBH. PGKOMGHI[yeTCFI OCYHICCTBUTD
3a00p kpoBu s (pepmentHoir m JAHK-gmarHoctuku He paHee, yeM depe3 6-7 mqHEH mocie

MEepeiInBaHus IJIa3MblI KPOBU U YCPE3 7-10 JHEH mocie NepeiinBaHrsl KOMIIOHCHTOB KPOBH.

He nomyckaercs B3siTuE KPOBHU:
e cpasy mocie MpoBeIeHUs MaleHTy HHPY3HOHHOM Tepanuu (MOKHO uepe3 48-72 yaca);
e Cpa3y TOCJI€ 3aMEHHOTO TMepenuBaHus KpoBu (depe3 120 mHeW mocie 3aMeHHOTO

HeperuBaHus KPOBU MOXKHO).
XpaHeHHe U TPAHCIIOPTHPOBKA OMoMaTepuajia

OO0pa31bl BBICYIIEHHBIX MATEH KPOBU MOXHO XPaHUTh B OOBIYHOHN Kamepe XOJOIMJIbHUKA
npu +4°C no ornpaBku. Cpok XpaHEHUs A0 MOMEHTA OTIIPAaBKU HE JIOJKEH NPEBBINATh 7 THEH.
Temmeparypa npu TpaHCHOPTHPOBKe Onomarepuana novkHa ObITh oT 0°C mo +10°C. Ecmm
XpaHUTh JIOJIbIIIE U MpU Oosiee BBICOKOW TeMIepaType, TO aKTUBHOCTh (pepMEHTa Jja’ke B HOpMe

MOKET CHMKATHCS, YTO MPUBENET K JIOXKHOIOJIOKUTEIBbHBIM PE3YJIbTaTaM.
AJITOPUTM JeCTBUI MEIULMHCKOI0 NEPCOHAJIA MPU B3ITHH 00pa31l0B KPOBH

® BEIMBITh PYKH (TUTHEHUYECKUH YPOBEHb), HAJIETh MTEPUYATKH,
e BBIMBITH PYKH MalMeHTAa (MATKY peOeHKa B ciy4yae, €Cli KpOBb OepeTcs U3 MATKH); BAXKHO
corpeTh 00JIacTh MYyHKIMH ITyTeM OOEpThIBaHUSA B Cal(PETKy, CMOUYEHHYIO BO BIAKHOU

BOJI€; peOCHOK JI0JKEH OBITh BEPTHKAIN3UPOBAH;
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® [pOTEepeTh O0JIACTh MPOKAIBIBAHUS CTEPUIBHON candeTrkold, cMoueHHO 70% cnupToM,
IIPOMOKHYTb CYXOHl CTEepMJIbHON calheTKON; MpHKaTh KOHEYHOCTh K HEMOJBHKHOU
MOBEPXHOCTH, MPOKOJIOTh CTEPUIIBHBIM OTHOPA30BBIM CKapU(PUKATOPOM;
® CHSATh IIEPBYIO KAIUTIO KPOBU CTEPUIIBHBIM CYXUM TaMIIOHOM;
®  MAIKO HaJaBUTh JUIS IOJYYEHUsI BTOPOU KaIull KPOBH;
® [PWIOKUTH MNEPIEHIUKYJISIPHO TeCT-ONaHK K Kalule KpPOBU M IPOIUTaThb €ro KPOBBIO
HAaCKBO3b;
® aHaJOrMYHBIM 00pa3oM HAHECTH Ha TecT-ONaHK 6-8 Kamenb, BUJ MSATEH KPOBH JOJKEH
OBITH OJIMHAKOBBIM C 00EUX CTOPOH.
® BBICYIIUTh TeCT-OJaHK B TOPU3OHTAJIHHOM IMOJIOKEHHMM Ha YHUCTOM OO0E3KUPEHHOM
MOBEPXHOCTU He MeHee 4 u Oe3 MpuMEHEHHs TeIIoBod 00paboTKU M MOMagaHus MPSIMbIX
COJIHEUHBIX JIy4EH;
® yHakoBaTh TECT-OJaHKM B YMCTHI KOHBEPT TakMM 00pa3oM, 4YTOOBI MSATHA KPOBH HE
COIPUKACAIHCh.
Oco0enHocTH Npy NHPY3NOHHON Tepanuun
HekoTopsie manueHTsl MOTYT MOJy4YaTh MH()Y3HMOHHYIO TEpamuio, MeperBaHie KOMIOHEHTOB
KpPOBHM, YTO MOJKET OKa3aTh BIIMSHUE Ha pe3yabpTaTel TecToB. Hampumep, mpu mnepenuBaHuu
IJ1a3Mbl KPOBH MOTYT OBITh IOJYYEHBI JIO)KHOOTPULATENbHBIE pe3yibTaThl. PekomenayeTcs
OCYIIIECTBUTH B3SATHE KPOBU Jisi aHanmu3a mertabonutoB u JIHK-muarnoctuku He paHee dem
yepe3 6-7 OHEN Mocie NepelMBaHus IUIa3Mbl KpOBH M yepe3 7-10 mHeW mocie nepenuBaHus
KOMIIOHEHTOB KPOBH.
He nomyckaercs B3siTHE KPOBHU:
e Cpa3y mociie NpoBeIeH!s MAUEeHTY HH(Y3MOHHON Tepanuu (MOXHO uepe3 48-72 yaca);
e Cpa3y Imocje 3aMEHHOro ImnepeiauBaHus KpoBU (uepe3 120 nHeill mocie 3aMEeHHOTro
nepeauBaHus KPOBH MOXKHO).
XpaHeHue U TPAHCIOPTUPOBKA GMoMaTepuaJia
OOpa3ipl BBICYIIEHHBIX MATEH KPOBHM MOXKHO XPaHUTh INPU KOMHATHOM TeMIleparype Hu
BIaXKHOCTH He Gojee 60%. Cpok XpaHEHHs 0 MOMEHTa OTIIPaBKH HE JIOJDKEH NPEBBIIIATH 7

JTHE.
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Ipuioxkenue b. AJlropuT™Msl AeHCTBUH Bpaya

| O0IMHA AaJropuT™M THATHOCTUKHN U Tepanuu ' DA

IIponomxenue
JMArHOCTUYECKOI0 ITOMCKa
B paMKax Jpyrux
BO3MOJKHBIX 3a00JI€BaHUI

HET

Jmaraoctuka
runeppeHnIaTIaHIHEMUU
(HeoHaTabHBIM CKPUHUHT,

MOJICKYJISIpHAST TUArHOCTHKA,
nuddepeHnraIbHas TMarHOCTHKA)

Jwnarnos

MOATBEPKICH?

Tepanus amOynaTOpHO 11O/ HAOIOIEHUEM

Bpaua

\ 4

I[chchepHoe Ha6J'IIO,[[CHI/Ie u
JICYCHHUE C ICPUOJUICCKHUM

KOHTPOJIEM B CIIEUAIIM3UPOBAaHHOM
YUPEXKIECHUU

A

Ja
Tepanus

s dexTuBHa?
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Il Anropurm anddepenunanbHoi AmarHocTuku 'DA

DA (DA>2,0 mr/m)

MonekynspHo- BH4
< TCHETHYCCKAs > 'Hlf(gxmmaﬂ
JMAarHOCTHKA
OAT-
nedunrTHas
['®A
A\ 4
I'enotun, He I'enotun, moreHMaILHO
4yyBCTBUTENbHBIN kK BH4 4yBCTBUTENbHBIN kK BH4

YHarpyzounsrii
TECT C
CanpoNTEpUHOM

Cuamxenne A
meree 30%

Cuamxenne OA na
30% u Ooitee

A 4 A 4

BH4 ne uysBctBuTensHas ['®A BH4-uyBcTBUTEnpHAS [ DA

A A A 4

Hao0mronenune B JIITY
Menuko-reHeTUYECKOe KOHCYIbTUPOBAHUE

DHarpysounslii TecT 11 oBoauTcs nmocie 1 roga
y
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111 ATropuT™M HEOHATAJIHLHOI0 CKPUHHUHTA

AMMWHOKUCNOTbI B BbICYLLUEHHbIX MATHAX KPOBU

r

!

DA <120 mxkM/n

®A 120-360 MKM/n

DA >360 mkM/n

|

KoHeynbeTtauus
Bpaya- reHeTvka,
HasHauveHue
Avetorepanuu

Y

Petect”

Yacrble myTtauuu B reHe PAH

;

Y

v

Phe Hopma,
HET YacTbIX MyTauuii

Phe noBblLueH,
oAHa unn Het
YacTbIX MyTauun

Phe nosblillen,

FEHOTUN YCTaHOBNEH

["eHeTUYecKasn naHenb

Y

y

A

eHoTUN
yCTaHOBNEH

HeopgHo3Ha4HbIE
pesynbTarhl
OHK-auarHocTuku

[eHoTUN
yCTaHOBNEeH

[uarHos
BH4-3aBncuman
DA nogTBepxaeH

Y
ConocrasneHue
KNUHUYECKUX
1 naboparopHbIX
[aHHbIX,

WUCKIIOYeHue
OLIMBOK
npeaHanuTU4eckoro
arana

AduarHos
(MEHUNKETOHYPUSA
noaTeepXneH™"

Y

Megauko-reHeTu4eckoe
KOHCYNbTUPOBaHUE CEMbMU,
HasHa4YeHue Tepanum

3

* — B3ATMe obpasua Ao Has3Ha4YeHus Tepanuu
** — npu yposHe DA >360 mkM/n
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Hpuiaoxenue B. Undopmauus 114 namueHra

Yro Takoe peHnJIKeTOHYpHUS?

Oenmnkeronypus (PKY) — 310 HacnencTBeHHoe 3aboieBaHUE, XapaKTEpU3YIOIIEECs
HapylieHneM Mertabonusma (enmnanannna (DA, HezaMeHUMash aMUHOKHCIIOTA, KOTOpas He
CHUHTE3UPYETCSl B OpraHu3Me, OCTYIAET C MUIIeH — MPOAYKTaAMH >KUBOTHOTO U PACTUTEIILHOTO
MIPOUCXOXKICHUS, B TOM YHCJIE C TPYAHBIM MOJOKOM U JAETCKUMH MOJIOYHbIMU cMmecsimu). DKY
— 1enas rpymnmna 3abojeBanuil pa3nuyHoi Tsokectu. B Poccun poxaaercs ¢ atum 3a00sieBaHreM
6osee 200 gereit B rox (nmpuMepHo 1 Ha 7-8 THICSIY HOBOPOXKICHHBIX ).

[Ipu oTcyTCTBHHM CBOCBPEMEHHOW JMATrHOCTUKH W JICUCHHS 3a00JIEBaHUE IPOSIBIIICTCS
0oOBIYHO B BO3pacTe 2—6 MecsleB KU3HHU IPHU3HAKAMU TOPaXKEHUS UEHTPaIbHOW HEPBHOMN
CUCTEMBI: pOAMTENCH OECHOKOST BSJIOCTh peOeHKa, OTCYTCTBHE HMHTEpeca K OKPYXKaIoLIeMy,
WHOT/Ia TIOBBIIICHHAS  Pa3apakKUTEIbHOCTh, OCECIOKOWCTBO, CpPBITMBAHUS, HapyIlIEeHUE
MBIIIIEYHOTO TOHYycCa (dYalle MBIIICYHAs] TUIIOTOHMS), MPU3HAKKA ATOMUYECKOTO JepMAaTHUTA,
3aJiep>KKa TICUXOMOTOPHOTO Pa3BUTHS, WHOTAA cynoporu. C BO3pacToM JI€TH MMEIOT TSKEIoe
MOpaXCHHE HEPBHOM CHCTEMbI BIUIOTH JO YMCTBEHHOW OTCTalocTH u snuiencuu. [Ipu
CBOEBPEMEHHO HA3HAYEHHOM I1aTOTC€HETHYECKOM JIEUEHUU KajloO0bl HMMEIOT 0oJiee JErKui
XapaxkTep WA OTCYTCTBYIOT.

Kak Bpauu o0HapykuBaiT, 4T0 peOEéHOK 00J1eH?

C nenbto paHHed TUATHOCTHKHU U MPOQPUIAKTUKN PA3BUTHUS YKA3aHHBIX CUMIITOMOB BCEM
HOBOPOKJICHHBIM IIPOBOJIUTCS HEOHATATBHBINA CKPUHHUHT B POJAWILHOM JIOME Ha 3-7 JIeHb KHU3HU.
Pe3ynbrarhl JaHHOTO 0OCIEIOBAHMS COOOIIAIOTCS POIUTENSM TT0 TenedoHy.

Ponutenn 006s13aHbI BHUMATEIBHO OTHECTUCH K MOJIYYEHHOW U3 I[EHTpa HEOHATaJIbHOTO
CKpUHUHTA MHPOpPMAINU U HEMEJJICHHO SIBUTHCS HA TIPUEM K Bpauy W/WJIH CBA3aThCS C HUM IIO
TenedoHy, naxke ecau y peOeHKa OTCYTCTBYIOT KIMHMYECKHE CUMOTOMEL. PemieHue o
Ha3HAYCHHUH U XapaKTepe NUEeTOTEPAy MPUHUMAET Bpad.

Kaxue npo0JiemMmbl BbI3biBaeT (peHUIKETOHYPUS?

[Mumma, KOTOPYIO MBI €IMM, COACPKHUT OCTKU, COCTOSIINE U3 OTACIHHBIX aMHUHOKHCIIOT.
[Ipu (deHuIKETOHYpUM OJIHA W3 JTUX AMHUHOKHUCIIOT, KOTOpas Ha3biBaeTcs (eHWIaTaHWH, HE
YCBaMBAETCs OPraHU3MOM OOBIYHBIM 0OpazoM. M3-3a sTtoro DA HakamiamBaeTcs B KPOBH
pebenka. be3 seueHus 3TO TPHUBOAWUT HAPYIICHUIO pa3BUTHA Mo3ra. Ho 3To MOXHO
MpeIyNnpeanTh, €CIM YMEHBIIUTh KONWYecTBO Oenka B muie. Takum oOpazom, Bam peGeHox

HY)KJaeTcs B CIICIUATBHON HU3KOOEIIKOBOH NHeTe.
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Jlueta, ¢ OTHOM CTOPOHBI, JOJDKHA conepkaTh Maino DA, HO, ¢ APYroil CTOPOHBI, OBITH
cOaraHCcUpOBaHHOM I OOECIIeYeHUsI pOCTa U Pa3BUTHS Masibllia. Baml Bpau-reHeTHK MOMOXKET
Jy4Ille TIOHATh CUTYAIINIO, YTOOBI OHa OblIa sicHa BaM mosgHOCTBIO.

Yro nenarb poaureasam?

3a UCKJIIOYEHHEM [IMEeThl, OTHOCUTECh K PEOCHKY Kak K 3JI0pOBOMY, HE CTapailTech
M30BITOYHO OIEKATH €rO.

Jluera moHadaly Ka)XeTCs CJIOKHOM, HO BPauM-T€HETUKU U JUETOJIOTH OKaXYT Bam
MaKCHMaJbHYIO MOJIEPKKY U IIOMOIIIb, Bcerna, koraa Bel Oynere B Hell HyXaThCsl.

Byaer in peGeHOK HOPMAJIBLHO PACTH U Pa3BUBATHCH?

s Beex nererr ¢ @KV, KoTOpble CBOEBPEMEHHO Hadalu JiedeHUe, OTBET oauH — JJA!
Ecin neuenue Bamiero peOeHka NpOBOAUTCS IOCTOSHHO, PEOEHOK pacTeT U pPa3BUBACTCS
HOPMAJIBHO.

Ho, ecnu xoHTposnb 3a CcOONIOJCHHEM AMEThl HEAOCTATOYHBIM, 3TO MOXKET BbI3BATh
npoOsieMbl OOydeHUsT W TIOBeIeHUs peOeHka. PeOCHOK HE CMOXKET JOOMTHCS TEX YCIIEXOB,
KOTOPBIX OH OBl JOCTUT IPH TIIATEILHOM COOJIIO/IEHUU JUETHI.

9T0 mo:xXM3HeHHAas quera?

B Hactosmee Bpems cuuTaercs, 4TO Haubojee ONArompuATHO IOXKU3HEHHOE
cobmonenne auerhl. JKecTkoe coOmoAeHUE aueThl HeoOxoaumo y keHnmH ¢ DKV
HEINOCPEJICTBEHHO MEepe]l U BO BpeMs OEpeMEHHOCTH Ul MPEAYyNpeKICHUS Pa3BUTUS TOPOKOB
wioza. /luerorepanus, oCHOBaHHas Ha pe3koM orpaHnueHuH MDA B panmoHe 0OJIbHBIX AeTeil 3a
CUET HCKIIIOYEHHUS BBICOKOOETKOBBIX MPOAYKTOB, JOJDKHA OBITh HayaTa HE IMO3JHEE IEepPBbIX
HeZleNnb JKU3HM peOEHKa C LEeIbI0 JOCTH)KEHUS MaKCUMaldbHOW A(P(GEKTUBHOCTH JICUEHUS.
Henocratomee konudyecTBo Oejika BOCHOJHSAETCS 3a CUET CHEIUAIM3MPOBAHHBIX JIEYEOHBIX
MPOJYKTOB, YACTUYHO WM MOJHOCTHIO JUIIeHHBIX DA [23].

Ha3nauenume mnaroreHeTHYecKOM JHETOTEpanuud C TEePBBIX JTHEH JKU3HHM peOeHKa
ornpezenseT 6JaronpusITHBIN MPOTHO3 TeueHUs: (EHMIKETOHYPHUH.

OcHoBHbIe NpUHIUIBI AUeThI TP DKY.

OObIuHOE MHMTaHUE, PACCUUTAHHOE Ha 3JI0pOBOT0 peOEHKA, CONEPKHUT ropaszio Ooblie
(deHnnanannHa, 4eM MOKeT ycBOMTh pebéHok ¢ DKVY. Takum oOpazom, JieueHHE COCTOUT B
JUeTe, COoJeprKallel POBHO CTOJIbKO (eHWIaJaHWHA, CKOJBKO HEOOXOAMMO [UIsl pocTa u
pa3BUTHUS peOEHKA.

Msico, pei0a, cblp, siflla, Opexu, MOJOKO, cosi OoraTel OETKOM M, TaKUM 00pa3oM, He
MOTYT HUCIIONI30BaThCs B IUeTe. J[pyrue nmpoayKThl, cofepKaliie MeHblIee KOJINYeCTBO Oernka,

Takue Kak KapTodenb U 371aK, JAIOTCS B TaKOM KOJIMYECTBE, YTOObI YpOBEHb (heHWIIaTaHUHa,
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KOTOPBI JTOJKEH PEryJISIpHO MPOBEPATHCSA, OCTaBajcs B Oe3omacHbIX mpenenax. [lpuem »THx
IPOJYKTOB JOJDKEH OBITH pABHOMEPHO pacIpe/iesieH B TeueHue THs. PazpemeHHoe KoamuecTBo
KaXJI0TO MPOAYKTA CO BPEMEHEM MOKET MEHSTHCS JaKe y OJTHOTO peOEHKaA.

BonbminHCcTBO (DPYKTOB, MOYTH BCE OBOLIM, B TOM YHCJIE JHCTOBBIE, caxap, BapeHbS,
CUPOIBI U JKHUPBI, TaKME KaK CIMBOYHOE MAcliO, CBHHOE Callo, PaCTUTEIbHOE MAaciio, MOTYT
UCIIOJIb30BAaThC  OTHOCUTENBHO CBOOOJHO. Kpome TOro, CymecTBylOT cCIELHaIbHO
pa3paboTaHHbIE ¥ MPOM3BOIUMBIC MPOMBIIIICHHBIM 00pa30M MPOAYKTHI MHUTAHUS JJIS JeTel ¢
OKY, coxepxarniue maino Oenka. K HUM OTHOCATCS crienMalIbHBIN XJ1e0, MaKapOHHbBIC U3/ICIHs,
ne4YeHbe M Baiu, puc, MOJIOKO U JIPYTHe U3JIENHsl, KOTOPhIe MOXXHO MCIOIb30BaTh IOCTATOYHO
CBOOOAHO i1 TOro, 4yToObl pa3HOOOpa3uTh NHUTAHHE Majbllla. Bl MoO)KeTe TOTOBUTH HX
OOBIYHBIM CITIOCOOOM (KAPUTh, BAPHUTH, TIEYb U T.]I.), JOOABJISAS TPABHI H CIICIIUU TI0 BKYCY.

BricokoOenkoBble TPOAYKTHI, TAKUE KaK MACO, pbI0a, ChIp, AHIa, KOTOPbIE HE MOXKET €CTh
Bam peGeHOk, 3aMEHSIIOTCS CIIeUaIbHOW aMHUHOKHUCIOTHOW CMEChIO, B KOTOPOW OTCYTCTBYET
deHnnananuH. JTH 3aMEHHUTENH Oellka yrmoTpeOsSIoTCs B BHJIE HAMMTKOB MM TacT, a y Ooiee
CTapIIMX JeTe MOTYT ObITh B (popMe TaOJIETOK. DTHU CMECH BBIIAIOTCS IO PElEenTy Bpada U
obOecrieunBarOT peOeHKa «Oe30macHbIMY) OeNIKOM A €ro pocTta U pas3BUTHUsi. Bpad-renetuk
noIpoOHO pacckaxkeT Bam, kak mpaBUILHO TOTOBUTH U IPUHUMATH TAaKYIO CMECH.

3amenurenu Oenka — KpaiiHe BaxHasi yacTh AueTbl npu O®KVY. OHu narorcs B HECKOJIBKO
IIPUEMOB B T€UEHHE JHS. DTO [IOMOTAET yAepkKaTb YPOBEHb (peHHIIaTaHUHA KPOBU B OE€30MACHBIX
TpaHuIaX.

B nuere pebEnka Takke Ba)KHBI MUHEpabl U BUTAaMHUHBL. ECi OHU y)Xe He BKIIIOUEHBI B
3aMeHUTeNb Oenka, Bamr Bpau Ha3HAuUT HEOOXOAMMBIE KOJIMYECTBA 3TUX BELIECTB B BUJE
JOTIOTHUTENBHBIX 100aBOK K nuiue. J[aBaiite peOeHKY TOJIBKO T€ Mpenaparhbl, KOTOpble HAa3HAYUT
Bpau!

IIpu xakux ¢popmax ®KY Bo3M0KHA MeINKAMEHTO3HAasl Tepanus?

s nHexkoropbix (opm DKV pa3paborana MeaukaMeHTO3Has Tepamusl IpenapaToM
camponrtepun™* (CamponTepuHa JIUTHIPOXIOPUA*™), KOTOPBIM SBISIETCS CHHTETHYECKUM
aHAJIOTOM TPHUPOAHOTO TeTparuapodouontepura. IhGHEeKTUBHOCTh JEKAPCTBEHHOTO IMpemnapara
OIPEAEIISAETCS C IOMOILBIO TECTUPOBAHUS.

TectupoBaHue MPOBOIUT, KOHTPOJIHUPYET U OLEHUBAET Bpay, KOTOPBIA OCYLIECTBIISET
neyeHne u HaOmogeHue mamueHToB ¢ OKY. Jlns Oonee THIATENHHOTO KOHTPOJS TECT
1esnecoo0pa3sHo MPOBOJUTH B CTAllMOHApE, BO3MOXKHO JHEBHOTO MNpEObIBaHUSA, MPU CTPOrOM

COOJTIO/ICHUH MAIIMEHTOM PEKOMEH/IAINi Bpaya 10 MPOBEICHHUIO TeCTa — aMOyIaTOpHO.
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Ilepen mnpoBeneHHEM TECTUPOBaHMS OUYEHb BAXKHO CTAOWIM3MPOBATH COZIEpIKAHUE
(deHnnanaHMHa B KPOBU IyTE€M COOJIOJCHUS HEM3MEHHOTO IMHUIIEBOTO PallMOHA B TeueHHE 4-5
JHEH 10 Hadajga TecTa M B IIEPUOJ TECTUPOBAHUA Ul HUCKIIOYEHHs BIIMSIHUSA IUEThl HA
kosiebanus KoHueHtpauun OA B kpoBu. Ilocie mnosyueHHs] MONOXKUTEIBHOIO pe3ysbTara
TECTUPOBAaHUS HEOOXOMMO MOATBEPAUTH €T0 B X0/1€ OoJiee IIUTEIbHOI0 HAOII0ICHHS.

[ToBbiienue TtosiepanTHOCTH K mnHmeBomy DA Ha ¢oHe nHpueMa CHHTETHYECKHX
aHasioroB BH4 sBnsierca nokaszanuem AJis paCIIMPEHUs JUETHI, IPU 3TOM KOoHIeHTpauus DA He
JIOJDKHA NpeBbinath 6 Mr/ml. Ilpn KOMOMHUPOBAaHHOM HCIIOJIB30BAaHUM I'MITO(QEHUIATIAHMHOBON
JUETBl W CUHTeTHUYecKoro anajora BH4 KOHTponp 3a XUMHMYECKMM COCTaBOM JIMETHI,
AQHTPOIIOMETPHUYECKUMH U OMOXMMHYECKHMMH TMOKa3aTeIsIMH HYTPUTHUBHOTO CTaTyca MalueHTa,
DA KpOBH JOIHKHBI OBITH CHCTEMAaTHICCKHM.

[TanuenTsl, nosyyarommye cuHTeTudeckuii anaaor BH4 TpeOyroT TiiarenbHOro KOHTpoJIs
3a COCTOSIHUEM X HYTPUTHUBHOIO CTaTyca U APYTMMHM I1OKA3aTEIsIMH 340POBbsL.

UYroObl neueHrne ObLI0 YPPEKTHBHBIM, POJUTEIHN U YICHBI CEMEH, I/Ie €CTh MallUeHTHI C
OKYV, camMu manmMeHThl JODKHBI OBITh B TECHOM KOHTAaKTE€ CO CBOMM JICHAIIMM BpadoM M
BBITNOJIHATH BCE €0 Ha3HaYeHUs !

Kak 310 KoCcHeTCst APYIHMX AeTel B HALIEH ceMbe?

VYuuThIBas ayTOCOMHO-PELIECCUBHBIN TUIT HACIEI0OBaHUs, MaTh U OTel] OOJIBHOTO pedeHKa
ABJIIIOTCS HOCUTENSIMU OOJIE3HH, XOTS OHM COBEPLIEHHO 310poBbL. [Ipu kaxkaolr 6GepemeHHOCTH
pPHCK poJuTh 00JIBHOTO pedeHKa cocTaBiseT 1 maHc U3 4, TO €CTh JI0CTaTOYHO BBICOKUN PUCK
MOBTOPHOT'O POXJEHUS B ceMbe O0NBbHOTO pedeHka. [loaToMy mokazaHO MeAMKO-TE€HETHYECKOe
KOHCYJIbTUPOBAaHUE, UYTOOBI IIOMOYb CEMbE POJAUTH 3J0pOBOro pebeHka. Takxke MeauKo-
TeHETUYECKOEe KOHCYJIbTHPOBAaHUE HeoOXoAaumo BceM mnanueHTam ¢ @KV penpoaykTuBHOIO
BO3pacTa.

B3pocneiM nanuentam ¢ ®KY (He3aBucuMO OT 1moJia) CieayeT 3HaTh, YTO €CIIU y UX
napTHepa HeT MyTauuii B rene @AI, To B JaHHOM Opake Bce 1eTH OYIyT TOJBKO HOCUTENSIMU, U
00Je3Hb HE MOBIMSET Ha UX 370poBbe. C Apyroil cTOpoHbl, ecinu  mapTHep nanueHTta ¢ GKY
umeer mytanuio B rene @A, To 50% ux gereit Moryt ctpanate ¢peHunkeTonypuei. Eciau oba
poautens sBisitorcss nmauumeHtamMu ¢ DKV, To Bce ux netu Takxke OyqyT MMETh JaHHOE
3a0oyieBaHNE M JOJDKHBI OYAYyT MOJy4yaThb OAMHAKOBOE C POJAUTENSIMH JedeHue. JKeHIuHam
PENPOIYKTUBHOIO BO3pacTa C YCTAaHOBIEHHBIM paHee auarHozoM @OKY pEKOMEHyeTCs
3apaHee IUIaHUPOBaTh OEPEMEHHOCTh, IPEABAPUTENHLHO MPOKOHCYIBTUPOBATHCS Y THHEKOJIOTa U

TCHCTUKA U CTPOI'O BBIMIOJHATH UX HA3HAUCHUA. OTH MCPBI HGOGXOZ[I/IMBI AJI1 CHUIKCHHUA pUCKaA
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POXIACHUA Y KCHIIUH C OKY MIIaZICHICB C pa3/IMYHbBIMH BPOXIACHHBIMU IMOPOKaMU pPa3BUTHUSA

(cunapoMoMm «maTtepuHckoi DKV ).

IMamsaTKa OyAymmM MamMaM ¢ IMarHo3oM «(eHHIKEeTOHYPHS» a TAKKe POAUTEIAM
AeBo4YeK ¢ (PeHUIKEeTOHYpPHeH.

JTO Ba’KHO 3HATH!

HyxHO OMHMTB, YTO MOCJIE OKOHYAHMSI CIELIMATU3UPOBAHHOIO JeueHus y Bac B kpoBu
ocTaeTcs BBICOKOE cozep)kaHue (peHmnamanvHa U ero npousBoaHbIXx. Ha Bamr opranusm sto He
OKa3blBaeT BpeAHOro BozaeiictBusa. Ho eciam Bbl coOupaerech CTaTh MaTepblo, TO BBICOKUM
ypOBeHb (heHmIIaJaHWHA Y Bac B KPOBU OCTAaHOBUTCS «TPO3HBIM Bparom» Baiero Oyayiuero
pebenka. [1oBBIICHHBIN YPOBeHD ()eHIIAIAaHNHA B KPOBH OCPEMEHHOM KEHIIUHBI, CTPAIarOIIeh
OKY, BpI3BIBAaCT y IUIOJA TSKEIbIE IOPOKH pa3BUTUSA CEPACYHO COCYAMCTOW CHCTEMBI,
TOJOBHOTO MO3ra, 3aJepKKy (u3nueckoro pas3BUTHUS, HHTEUICKTYalIbHOTO pa3BUTHS,
snuwiiencuo. Beicokas koHUeHTpanus (eHmnanaHuHa U ero MpOU3BOAHBIX B KPOBU BO BpeMs
OepeMEeHHOCTH SBJISIETCS «SJ0M» JIJISl pa3BUBAIOLIET0 OPraHW3Ma MaJbllia.

Yo HYKHO c/1eJIaTh, YTOObI IPEIOTBPATUTH POKIeHNEe 00JIbHOI0 pedeHKa:

1) Tlocerutsb MEANKO-TEHETUUECKYIO KOHCYJIbTaII0 pu IUIAHUPOBAHUH
o6epemenHoctu. Ecniu Bam He Bemmonusim JIHK-muarnoctuky, cieayer mpoBecTH
JAHK-anarnoctuky Bam n Bamemy nmaptaepy.

2) Bcrath Ha y4€T B MEIMKO-TEHETHYECKONW KOHCYJIbTALMM M HAayaTh JieueHHe 3a 2-3
Mecsla 10 IUTaHupyeMol OepeMeHHOCTH. B 3TOT mepmoj mnepedTH Ha CTPOryro
rUNnoQeHUIANaHUHOBYIO JIUETY € MPUMEHEHHEM CIeLUaTU3uPOBAHHOIO MPOAYKTa
ne4e6HOro muTaHus (AaMUHOKHCIOTHAsE CMeCh ¢ HU3KUM 3HaueHueM DA). YposeHb
(¢eHnnanaHuHa B KPOBH Ha 3TOM 3Talle HE JOJKEeH mpesbimath 360 MkMomb/a (6
MT/IT).

3) Ilocme HacrymieHus: OSpEMEHHOCTH YpOBEHb (EHHJIAJaHWHA B KPOBH JIOJDKEH
ocraBatbcss B mpenenax 120- 240 wmxmons/n (2-4 wmr/mm). o 12 Henenb
OepeMEeHHOCTH KOHTPOJIb YPOBHS (peHUIIANaHWHA TOJIKEH MPOBOAUTCS HE PeXe OJIMH
pa3 B Heaemo. [locne 12 Henens — He pexxe 1 pa3 B 2 Hemenu. Bpau menuko-
TE€HETUYECKON KOHCYJIBTAllUU COCTABUT ONTHMAJbHBINA PACUET CHEHUATN3UPOBAHHOM
TUETHI U J103bl CIIEHUATU3UPOBAHHOTO MPOIYyKTa JIe4eOHOTO MUTAHUS.

Tonpko coOinto/ieHue BbBIIICYKA3aHHBIX JEHCTBHUI, MOCTOSHHOE HAOII0JeHHe Bpayda

MEIMKO-TEHEeTUYECKON KOHCYJIbTAllMH, TUIAHOBBI KOHTPOJb YPOBHS (heHMJIaTaHWHA B KPOBU

MO3BOJIMT U30€KaTh CEPbE3HBIX OCIOXKHEHUH pa3BuTHs Bamero pebenka.
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Yacrora NMpoBEACHUS OGCJ'IeI[OBaHI/IH Y MaliMeHTOB C I'dA

HepBI/I‘IHaﬂ JUAarioCTukKa

KoncynbTanum Bpayeii, 1adopaTopHblie H
HHCTPYMEHTAJIbHbIE HCCIe10BAHNSA, TECTUPOBAHUE H
Tepanus

KomMmenTapmnii

[ToBTOpHOE OMpenenenue coaepxkanus GA B mepudepuueckoin
KPOBH HOBOPOXICHHBIM JIETSIM C MOBBIIIEHHBIM YpoBHEM DA 110
pe3yiabTaTaM NepBUYHOTO TECTa

HE Ho31Hee 3 HeAelb OT
MIEPBUYHO MOJIOKUTECIIEHOTO
pe3ynbrara

MOJ'IeKy.]'IHpHO-FeHeTI/ILIeCKaﬂ JUAarHoCTukKa

B MaKCHUMaJIbHO BO3MOXXHO
KOPOTKHUC CPOKHU

[IpoBenenue HaArpy304HOro TECTa ¢ CHHTETHUYECKUM aHAIOTOM
BH4 (B Teuenue He menee 48-4acoB) mamyeHTam cTapiie roja ¢
myTanusaMmu B rene PAH, koTopblie accolmupoBaHbl ¢
YYBCTBUTEIBHOCTHIO K BH4

cTapuie roaa

HccnenoBanue o0miero aHaamu3a KpOBHU JIJIsl OLICHKH OCHOBHBIX
MapaMeTpoB KPOBETBOPEHUS

B IIEpBbIE 6 MecsLEB

HccnenoBanue 00IIero aHaiu3a MOYH C LEIIbIO BBISBICHHUS
arcMeTaboIn4eckoit HedponaTuu

B IICPBLIC 6 MCCALICB

HccnenoBanre OMOXMMUYECKOTO aHAIN3a KPOBU
oO1erepaneBTUYECKOro(CoAepKaHue TIIFOKO3bI, OOIIEro Oelka,
0enkoBbIX (hpakiui, o01Iero OuIMpyorHa, XoJecTepuHa,
TPUIIMLIEPUIOB, JIMTIONIPOTEHUI0OB HU3KOM U BBICOKOU
IUIOTHOCTH, IIEeNOYHON (ocdaTaspl, KpeaTHHUHA, MOYEBHUHBI,
anaHnHaMuHoTpaHcdepassl (AJIT),
acriapraramMmuHoTpaHcdepasbl (ACT), kanblus o01ero u
MOHU3HPOBAHHOTO, HATPHS, KaJIusl, HeopraHudeckoro docdopa,
xKenesa, peppuTHHA) C LeNbI0 OIIEHKH OallaHca BaKHEHIIINX
HYTPHUEHTOB MIPH JUETOTEPAINH, OI[CHKH KaJIbIIHEBO-
(dbochopHOro o6MeHa, OIIEHKH COCTOSIHUS TTOYEK U MeUEHU

B IIEpBBIE 6 MecsLEB

UccnenoBanmne OnoxuMudeckoro aHainusa Mmouu (pocgartsl,
OKCaJIaThl, ypaThl) C LIEJIBIO OLICHKU COCTOSIHUS MOYEK,
BBISIBJICHUSI TUCMETa00INYeCKO HepponaTuu, KalabIIMypUH

B IICPBLBIC 6 MCCALICB

[IpoBeeHue TaHAEMHON Macc-CIIEKTPOMETPUM MAIIMEHTaM ¢
['®A c uenpro onpeneeHuss COOTHOIIEHUS
(beHnaNaHMHa/ TUPO3UHA

B MaKCHMaJIbHO BO3MOXKHO
KOPOTKHE CPOKH

HccnegoBanue COACPIKaHUA ITCPUHOB B MOYC

He 1mo3aHee 3 HeAelb OT
MEPBUYHO MOJOKUTEILHOTO
pe3yibTaTa

12-xanansuas DKI 14 BEIABIEHNS JUCMETA00INUECKAX
HapylIeHU B MUOKap/e

B IIEpBBIE 6 MECSALEB

Oxokapauorpadus npu nzmeHenusx Ha KI

110 ITIOKa3aHUuAM

ITposenenune D30I u D31 -MOHUTOPHUHTa MALIUEHTAM CO BCEMU
dbopmamu 'DA 1ipy HATMYUK HEBPOJIOTHIECKON CUMIITOMATHKA

110 ITIOKa3aHUAM
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VY31 opraHoB OproIIHON MOJIOCTH M TIOYEK JIJIS1 BBISIBIICHUS
nucMeTabonnyeckux HedponaTHii, HepoKaIbLIUHO3A,
M3MEHEHUH CO CTOPOHBI MEUYEHH U MOKETYI0YHOM Kee3bl

B IIEpBBIE 6 MeCsLEB

KOHCYJ'IBT&HI/IH Bpadya-r¢HCTUKA ICPpBUYHAA (HaSHa‘IeHI/IC n
KOppCKUUA AUCTOTCPAIINN, OCYIICCTBIICHUEC KOHTPOJIA 3a
aACKBATHOCTBIO €€ HpOBCI[eHI/IH)

He mmo31Hee 3 HEAEIb OT
MEPBUYHO MOJOKUTEIBHOTO
pesyibTaTa

Koncynpranus Bpaya-nuerosiora Al aHAIU3a U KOPPEKIUH
JUETOTepanuu (MIepBUYHO)

He 1mo31Hee 3 HeAEIb OT
POXJIEHUS

Koncynpramnus Bpaua-nieauarpa st OEHKH O0IIET0 COCTOSTHUS
3JI0POBBS U OIpe/IeTICHHs TAKTUKH JajbHEeHIeH Tepanuu

B IICPBLIC 6 MCCALICB

KoncynbTranus Bpaya-KapAnoa0ra u KapIuoJI0rH4eckoe
o0cretoBaHuE, ISl CBOEBPEMEHHOT'O BBISIBIICHHSI H/HITH
MOHUTOPHHIA KapAUOJIOIrHYECKUX U3MEHEHUN

B IIEpBbIE 6 MecsLEB

KoHcynbranus Bpaya-HEBpPOJIOra JUIsl CBOEBPEMEHHOIO
BBISIBJICHUS /UM MOHUTOPUHIA HEBPOJIOTUYECKUX N3MEHEHUH

B IIEpBbIE 6 MeCsLEB

OcMOTp BpauoM-o(TaJIbMOJIOTOM, BKIIFOUAIOIINI 00CIe10BaHKE
ra3Horo aHa (0 TaabMOCKOITHH)

B IICPBLIC 6 MCCALICB

KOHCYJ'II)TaHI/ISI Bpada-licuxuarpa nauueHTaMm ¢ yCTaHOBJICHHBIM
JAUAario3oM oA JJIsL OOCHKHU IICUXHUATPUUCCKOTO CTaTyCa

110 ITIOKa3aHUusAM

KoncynbTanus MeAMIMHCKOTO IICUXO0JIOTa C OLIEHKOU
MHTEJUIEKTA U JPYTUX BUJIOB IICUXUYECKOU IESATENBHOCTH,
WCIIOJIb3YsI COOTBETCTBYIOIIME MPOTPAMMBI M TECTHI

10 ITIOKa3aHUsAM

Ha3Hauyenue JieyeHUs

KommenTapui

Haznauenue nuerorepanuu 1ocie yCTaHOBJIEHUs JUarHo3a,
YyTOOBI NIPeoTBpaTUTh NoBpexaeHue [LIHC

KaK MOKHO paHbIie (10 3-X

HeZeINb KU3HH)

Hasnauenne cunretnueckoro anaiora BH4 namuentam ¢ BHa-
nepuuTHON ['DA ¢ 11e1bi0 Ipe1oTBPAILEHUS TSHKETBIX
HEBPOJIOTMYECKUX HAPYLIEHUI

M0CJIC YCTaHOBIICHHUSI
IAATHO3a

Haznauenue cuHTreTnueckoro aHanora nanueHtam ¢ @AI-
nepuuTHON ['DA, 4yBCTBUTENBHON K CHHTETUYECKOMY
aHasiory BH4 ¢ nenbto npeoTBpaieHust TKeNbIX
HEBPOJIOTUYECKUX HAPYLIEHUN

IIOCJIE ITOJIOKUTEIIBHOTO
TECTUPOBAHUS
CUHTETUYECKUM aHAJIOTOM
BH4

Haznauyenue nonaMuHEprUYECKUX MPENapaTos,
MpEAIIECTBEHHUKOB CEPOTOHHHA

B KOMIUIEKCHOM JICUEHUH
nanuenTos ¢ BH4 —
nedunmuraon ['OA
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Haznauenwne ImperaparoB KajJblUsd U BUTaMHUHA Duero

aHaJI0T'OB

IIpU HAJIMYHUU OCTCOIICHUUN

Haznauenwne npenapaToB TPEXBAJICHTHOI'O KCJIC3a

IIpHU HAJINYIUHU

Kene30eUIUTHON

AdHCMHUH

Haznauenme IMPOTHUBOIMUWICIITUYCCKHUX IIpCIIapaToB

IIPU HAIMYUHU CYTOPOKHOIO

CHHJIpOMa
JInnamuueckoe HaoJoaeHue aereii ¢ FOA
KoncyabsTanuu Bpavei,
JadopaTopHbIe H HHCTPYMEHTAJIBLHEBIE
patop py Maane 12 jer 12-18 ner

HCCJIeIOBAHNS], TECTUPOBAHUE H
Tepanusi

Ananu3 kpoBu Ha @A (yTpoM HATOIIAK)

B BO3pacte 10 3-X
MecsieB - 1 pa3 B
HEJEeNI0 (10 TMOJTy4YeHUs
CTaOMIBLHBIX
pe3ynbpTaToB) U gainee |
pa3 B 10 nHeit;

¢ 1 roma no 6 ger — He
pexe 1-2 paza B mecsiIr;

¢ 7 ner m crapue - He
pexe 1 pa3a B 3 mecsina

He pexe | pazaB 3
Mmecsa

AHanu3 kpoBH nanueHTam ¢ '@A ¢
MaKCHUMaJIbHbIM 3HaueHueM ypoBHs DA
Ha MPOTSHKCHUH JTUTEIBHOTO MTePHOIa

360 MxMMonb/1 (6 Mr/ )

He pexe 1 pasa B Mecsn

110 ITIOKa3aHUusAM

HccnenoBanue o0I1ero aHaan3a KpoBU
JUISl OLIEHKH OCHOBHBIX ITapAMETPOB
KpOBETBOPEHUS

He pexe 1 pa3a B rox

HccnenoBanue o0I1ero aHaan3a MO4H ¢
IEJTBIO BBISIBIICHUS TUCMETA00INIEeCKOM
HedponaTuu

He pexe | pas3a B rog

HccnenoBanne OMOXUMHUYECKOTO
aHaJIM3a KPOBU O0IIeTepareBTHUECKOTO
(comeprkaHue TIIOKO3BI, 001IETO OemKa,

0enKoBbIX (hpakiuii, 00IIero
OomnnpyOuHa, X0JIeCTeprHa,
TPUTIUIEPUIOB, JTUIOMPOTEUT0B HUZKOU
M BBICOKOM INIOTHOCTH, IIEIIOYHOM
docdaraspl, KpeaTHHUHA, MOYEBUHBI,
anaHnHaMuHoTpaHchepassl (AJIT),
acraptaramuHoTpancgepassl (ACT),
KaJiblUsl OOIIET0 U HOHU3UPOBAHHOTO,

HATPUS, KaJTusi, HEOPTaHUIECKOTO

docdopa, xene3a, heppuTHHA) C HETHIO

He pexe | pas3a B rog
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OLICHKHM OayaHca BaKHEHIIINX
HYTPUEHTOB IIPH TUETOTEPAITHH, OTICHKU
KaJbIreBO-pochopHOro oOMeHa, OIEHKH

COCTOSIHUSI TIOYCK U TCUSHU

HccnenoBanue OMOXUMHUYECKOTO
aHaymza Mou ((hocdaTsl, OKCANATHI,
yparthl) C IEJIBbI0 OICHKH COCTOSTHHS

[TOYEK, BBISIBJICHHS THCMETA00IMUECKOM
HedponaTuu

He pexe 1 pa3a B rog

IIpoBenena TaneMHas Macc-
crieKTpomeTpus naruentam ¢ I'OA ¢
LIEJIbIO OIIPEETICHUSI COOTHOLIEHMUSI
(heHMIIaIaHUHA/TUPO3UHA

He pexe 1 pa3a B rox

Oxokapauorpadus mpyu U3MEHEHUSIX Ha
OKT

I10 ITIOKa3aHUusAIM

12-xanansuas OKI 1i1st BeISIBIIEHUS
TCMETab0INYeCKUX HapYIICHUH B
MHOKapJie

He pexe 1 pasza B ron

MPT ronoBHOTO MO3ra Mnpy HaJIu4Yuu
HEBPOJOTHYECKOM CUMIITOMATUKHU

I10 MTOKa3aHUusAM

99T u 33I'-MOHUTOPHUHT IPU HATTUYUU
HEBPOJIOTHYECKON CUMITOMAaTUKH

IIpY CTa0MIIBHOM TeUeHUH-1 pa3 B roj, mo
NOKa3aHUsAM-Yallle

VY3U opranoB OpromHON NOJIOCTH U
MIOYEK JIJIs BBISIBIICHUS
arcMeTaboIn4YecKux HeponaTui,
He(ppoKaTbIIMHO3a, U3MEHEHUH CO
CTOPOHBI IEYEHH U TOKEITYI0UHON
JKese3bl Ha (POHE BBICOKOOETKOBOM
JTUETHI

He pexe 1 pas3a B rox

HccnenoBanue MUHEPAIbHON TNIOTHOCTH
KOCTHOM TKaHU IEHCUTOMETPHUS IS
JMarHOCTHKH OCTEOIOPO3a U €T0
npoUIAKTUKA

MIPOBOAUTCS JETIM
crapiie S JIeT 110
MTOKa3aHUsIM, HO HE Yalle
1 pa3za B rojg

110 ITOKa3aHUusAM

[IpoBenenue pentrenorpaduu KUCTU pyK
JEeTSM, UMEIOLIIM 3aJIePKKY
(U3NIECKOTO Pa3BUTHS U TIOJIOBOTO
Pa3BUTHSL IS OTIPEJIEIEHUs] KOCTHOTO
BO3pacTa u KainblueBo-(ochopHoro
oOMeHa

110 ITOKa3aHUusAM

KoHcynbTranus Bpaya-reHeTrnka
(Ha3HAYEHUE U KOPPEKIIHS
JMETOTEPAITNH, OCYIIECTBICHNE
KOHTPOJISI 32 aJIeKBaTHOCTHIO €€
MIPOBE/ICHMS)

B Bo3pacte 10 | roma —

He pexxe 1 pa3a B MecsIl;
P P ™ he pexe 1 pazaB 3

Mecsia
¢ 1 roga — He pexe 1 1

pasa B 3 mecsiia
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KOHCy.HBTaI_II/ISI Bpada-qucToJiora ajsd
aHajIn3a U KOPppEKUHUU AUCTOTEpAlInn

He pexe 1 pas3a B rox

KoncynpTamnus Bpava-neauarpa ajis
OLIEHKHU OOILIEr0 COCTOSTHUS 3/10POBbS U
ONpPEACIICHUS TAKTUKHU JaJIbHEHIIICH
Tepanuu

1 pa3 B 6 Mecs1eB

Koncynbranusa Bpaua-kapauonora u
KapAHOJIOrHYecKoe o0cieIoBaHue, AJis
CBOCBPEMEHHOTO BBISIBIICHUS W/WJIH
MOHUTOPHUHIA KApAUOJIOTHUYECKUX
VW3MEHEHUH

110 ITIOKa3aHUusAM

KoHcynpTranus Bpaya-HEBpOJIOTa It
CBOEBPEMEHHOTO BBISBICHUS W/UIIH
MOHUTOPHHIa HEBPOJIOTUYECKUX
M3MEHEHUHN

He pexe 1 pas3a B rox

OcMoTp BpauoM-0(TaibMOJIOTOM,
BKJTIOYAIOIINH 00CIIeI0BaHNE TIIa3HOTO
nHa (0 TAITBMOCKOIIHH )

He pexe 1 pa3a B 3 roga

KOHCy.]'IBTaI_II/IH Bpavda-raCTpoOsSHTEPOJIOra

I10 ITOKa3aHUusAIM

Koncynpranus Bpaya-ncuxuarpa Juist
OLICHKH IICUXUATPUYECKOr0 CTaTyca

I10 ITOKa3aHUusAIM

Koncynpranus Bpaua-gusnorepanenra
JUIsl HA3HAYEHUS U NIPOBEIECHUS
bu3noTEpaneBTUYECKUX MPOLEAYD

I10 ITOKa3aHUusAIM

Koncynbranus Me AMIMHCKOTO
IICUXOJIOTA I OLEHKH U KOPPEKLIUU
TICUXOJOTHYECKOTO COCTOSTHUS U
OKa3aHMs IICUXOJIOTHUECKOM TOMOIIA

O06s3aTenbHO U
OTKa3e OT
TMETOTEPaITHH,
yIoTpeOIeHHs
MIPOJTYKTOB
CHeHaTU3UPOBAHHOTO
MUTAHWUS, a TAKKE
BBICOKOT'O PHCKa
noTepu
MeTa0O0JINYECKOTO
KOHTPOJIS U MTOJHOU
yTpaTbl MEJUIIMHCKOTO
HaOJIFOIEHUS

ITo HEOOXOMMMOCTH
OKa3bIBACTCS
IICUXOJIOIrn4decKas
MOMOIITH TIO BOIIPOCaM
KOMMYHHKAIIUXU B
CeMbE U OOIIECTBE,
npodecCuoHaATBHON
OpHUEHTAITNH; JITIS
ITAIIUCHTOB XCHCKOT'O
T0JI1a AOTIOJIHUTETHHO
IO BOIIPOCAM,
CBSI3aHHBIM C
OEpEeMEHHOCTHIO

Ha3Hauyenue jJeuenus

KommenTapuii
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Juerorepanus (¢ HeNbi0 TPOPHIAKTUKI
noBpexaennit [IHC u ynyumenus
COIMAIbHON aJjanTalluu)

ITOXKHU3HCHHO

[Ipuem cunTeTnueckoro anainora BH4
narnuentam ¢ BH4-nepuuutHoit ['OA, ¢
DAl -nedunutHOM ['DA,
YYBCTBUTEIBHON K CHHTETHYECKOMY
ananory BH4 ¢ uenbro npeaoTBpaTuTh
TSDKEJIBIX HEBPOJIOTMYECKUX HAPYIICHHHI

ITOXKHU3HCHHO

Hasnauenue nonammHepruyeckux
MPEINapaToB, MPEAIICCTBEHHUKOB
CEPOTOHMHA C LEJIBI0 KOPPEKLIUU
AKCTpanuMpaMUIHOTO CUHAPOMA

I10 ITIOKa3aHUusAIM

Hasznauenue npenapaToB KaJibIus U
ButamuHa D 1 ero anajoros

IIpU HAJIMYUHU OCTCOIICHUHN

Haznauenwue IIperapaToB
TPEXBAJICHTHOI'O KCJIC3a

NIPU HATUYUH KeJTe301ePUIIUTHON aHEMUHT

Ha3nauenue npoTHUBOANMIENITHYECKUX
IpernapaToB

IIPY HAJIMYUH CYJTOPOKHOIO CHHIpOMaA

KoncynbTamus neBo4ex moipoCTKOBOTO
BO3pacTa Mo BOMPOCY IJIAHUPOBAHUS
CEMBH C TEJBIO MPEAYTPEHKACHUS
pOXIeHHs peOeHKa ¢ "MaTepUHCKOI
OKVY"

- He MeHee | pa3a

KoHcynbTanust »KeHIUH 10 BOIPOCY
IUTAHUPOBAHMS CEMBH C LIETIbIO
IpeyNpexIeHUs pOXKACHUs peOeHKa ¢
"MaTtepuHckon OKVY"

MIpY MJIaHUPOBAHUU
OepeMEeHHOCTH

Koncynbranus nap, miaHupyromumx
OepeMeHHOCTh, IPU YCIOBUH, YTO
Oyayline poauTeNu SBISIOTCS
HOCHUTCIIIMHA ITAaTOI'CHHBIX BAPUAHTOB

IIpY [JIAHUPOBAHUU
OepeMeHHOCTH

JAunaMun4yeckoe Ha0I0AeHNE B3POCabIX NanueHToB ¢ DA

KoncyabTauuu Bpaueii, 1a60paTopHbie U

HHCTPYMCHTAJIIbHBIC UCC/ICI0OBAHUA,
TECTUPOBAHME U TEPAIIUA

18 et u crapue

MYKYHUHBI H
HeOepeMeHHbIe
JKEHIIIMHbI

bepemennnbie ¢ ®AT-
nepunutnoit 'GA
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Amnanu3 kpou Ha DA (yTpoM HATOIIIAK)

1 paz3B3
Mecsa

He pexe 1 pa3 B 7 aneii B 1
TPUMECTpE

He pexe 1 pa3 B 2 Henenu Bo
2-3 TpumecTpe

AHanu3 kposu nanuenTam ¢ 'DA ¢
MaKCUMaJIbHbIM 3HaueHHeM ypoBHa DA Ha
IPOTSKEHUM JUIMTEIbHOTO neproaa 360
MKMOJIB/JT (6 MI/ 1)

110 ITOKAa3aHUAM

HccnenoBanue o0miero aHaan3a KpoBH IS
OLICHKHU OCHOBHBIX MTapaMeTPOB
KpOBETBOPEHUS

He pexe 1 pas3a B roa

HccnenoBanue o0miero aHain3a MOYH €
I[EJTbI0 BBISIBJIICHUS JUCMETA00TNIeCKON
HedponaTuu

He pexe 1 paza B rox

HccnenoBanre 6MOXHUMUYECKOTO aHAIIN3a
KpPOBH O0IIETEParIeBTHUECKOTO (Comep kaHue
IJIIOKO3EI, 00111ero Oenka, OeJIKOBBIX
dpakmuii, oo1ero oumIupyonHa,
XO0JIeCTepUHa, TPUTIIULEPUIOB,
JIMIIONPOTEUJOB HU3KOU U BBICOKOM
IUIOTHOCTH, IIENIOYHON pocdarassl,
KpeaTHHUHA, MOYCBHHEI,
anaHnHaMuHoTpaHchepassl (AJIT),
acnapratamuHoTpaHcdepassl (ACT),
KaJIbIMsl O0IIEro ¥ MOHU3UPOBAHHOTO,
HATpHs, Kamusi, HeopraHudeckoro gocdopa,
xKenes3a, peppuTHHA) C LEeNbI0 OLIEHKH
OanaHca Ba)KHEHIINX HYTPHUEHTOB IPH
JMEeTOTepaInuu, OLEHKH KaJIbI[EeBO-
dbochopHOro 0OMEHa, OLIEHKH COCTOSTHHS
MOYEK M NMeYEeHU

He pexe 1 pa3a B rox

HccnenoBanne 6MOXMMHUYIECKOTO aHAIH3A
MouH ((ocdatel, OKcanaTel, ypaTbl) ¢ HEIbIO
OILIEHKU COCTOSIHUS TI0YEK, BBISBICHHS
nrcMeTtabonndyeckoit HedponaTuu,
KaJIbIINYPUHI

He pexe 1 pasa B rox

IIpoBenena TanemMHas macc-
cnekrpomeTpus nanuesTam ¢ ['OA ¢ nensro
OIpeJIeJICHUS COOTHOLICHUS
(beHnnanaHuHa/TUPO3UHA

He pexe | pas3a B roa

HpOBC,Z[CHO HCCICAOBAHUC YPOBHA I'TFOKO3bI
U TJIMKUPOBAHHOT'O reMorjao0rHa B KpOBH

MIPY HACTYIUICHUU
OEpEeMEHHOCTH
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HccnenoBanue ypoBHS TOMOLIMCTENHA B
KPOBH C LIEJIbIO OLIEHKHU PUCKA Pa3BUTH 0 MOKa3aHUSIM
CepACYHO-COCYTUCTHIX 3a00IEBaHUI

Oxoxkapauorpadus npu nzmeHeHusx Ha KT 10 MTOKa3aHUSM

12-kananeHasg DKI 1 BeIIBIEHUS
ICMeTab0IMYeCKUX HapyIIEHUH B He pexe 1 pas3a B roa
MHOKapJie

MPT rosioBHOro Mo3ra npu HUJIMYUU

¥ 110 ITOKAa3aHUAM
HCBPOJIOTUYICCKON CUMIITOMATUKH

O0I' u D3I'-MOHUTOPUHT NIPU HATUYUU

o 110 IIOKa3aHusAIM
HEBPOJIOTHUYCCKOU CUMIITOMAaTUKH

Y3U opranoB OpIONTHON MOJIOCTH U TIOYEK
JUIs1 BBISIBJICHUSI IMCMETa00INYECKUX
He(pomnatuil, HeppoKaIbIIMHO3A,
U3MEHEHUI CO CTOPOHBI EYEHU U
MOJKETYZI0YHOH JKese3bl Ha (hoHe
BBICOKOOEJIKOBOM TUEThI

He pexe 1 pa3a B rox

HccnenoBanre MUHEPAIbHOMN INIOTHOCTH
KOCTHOM TKaHU - IEHCUTOMETPHUS JIJIst
JUArHOCTHKHU OCTEOINIOPO3a U €T0
npoUIaKTUKU

110 ITIOKa3aHUusAM

[TpoBenenue peHTreHOTpaprK KHCTH PyK
JIETSIM, UMEIOIIUM 3aJIePKKY (PU3NYECKOTO
Pa3BUTHS U TIOJIOBOTO Pa3BUTHS IS 10 TTOKa3aHMSIM
OIPEJICTICHUSI KOCTHOTO BO3pacTa
KanblineBo-pochopHoro ooMeHa

[TpoBeneHO NONMOTHUTEIBHOE IKCIIEPTHOE
yIABTPa3BYKOBOE UCCIIEIOBAaHUE II0/1A
xeHiuHaMm ¢ '@ A npu 6epeMeHHOCTH C -
LIEJIbI0 UCKJIFOUEHHUS BPOKIACHHBIX aHOMAJIAN
pa3BUTHS IJI0JA

Ha cpoke 15-16 u
25-26 Henenb OepeMEHHOCTH

KoHncynpTanus Bpaya-reHeTuKa

(Ha3HAYeHUE U KOPPEKIUs AUeToTepanuy, | He pexe 1 pasza
OCYILIECTBIIEHUE KOHTPOJIA 32 B IoJ

aJIeKBaTHOCTBIO €€ NPOBEICHHUS)

He pexe 1 pasa B Mecs1l

KoHcynpTanus Bpaya-1ueTosora ais He pexe 1 paza
aHaJIM3a U KOPPEKIUH JUETOTEepauu B Iofl

110 ITIOKa3aHUusAIM
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KoHcynpTanus Bpada-TeparneBTa JUis OLCHKU
OOIIIEro COCTOSHUS 30POBBS U
ONpeJIeNICHUs] TAKTUKH JajbHEHIIeH Tepanuu

1 pa3B 6
MeCSIIeB

110 IIOKa3aHUusAM

Koncynbranus Bpada-kapauosiora u
KapAHOJIOrH4ecKoe o0ciieI0BaHue, AJis
CBOCBPEMEHHOTO BBISIBIICHUS W/WJIH
MOHUTOPUHTA KapAUOJIOTHYECKUX
W3MEHECHUI:

110 IIOKa3aHUusAM

Oxokapauorpadus npu nzmeHenusx Ha OKI

110 IIOKa3aHUusAM

12-xanansuas OKI 11 BEIABIICHUS
IUCMETa00INYEeCKIX HApYIICHUI B
MHUOKapJe

He pexe 1 pasza B ron

KOHCYHBT&I_II/ISI Bpada-HCBpOJIOora ajs
CBOCBPCMCHHOI'O BBISIBIICHUSA W/ WIIH
MOHHUTOpPHUHI'a HCBPOJOIHYCCKHUX U3MEHEHHI

110 IIOKa3aHUusAIM

OcmoTp BpauoM-0(hTaIbMOIOTOM,
BKJTIOYAIOIINI 00CIeIoBaHNe TIa3HOTO JHA
(0(TaTbMOCKOINN) C 1IETIO BHISIBICHUS
TJIA3HOW TATOJIOTHH W HEBPOJIOTHIECKOTO
cTaryca

He pexe | pa3a B 3 rona

KoHcynpTamus Bpada-racTpo’HTepoIora

110 ITIOKa3aHUusAM

Koncynbranus Bpaya-nicuxuarpa Jyis
OLIEHKH NICUXHAaTPUYECKOro cTaTyca

110 ITIOKa3aHUuAM

KOHC}’J’IBT&HI/IH Bpaqa-q)mHOTepaneBTa AJIs
Ha3HA4YCHHUA U ITPOBCACHHUA
(I)I/I3I/IOTepaHCBTI/I‘leCKI/IX npoueayp

0 MOKa3aHUsIM (3a00JIeBaHUs CyCTaBOB, PaxuT,
HapyLIeHNs KaJableBO-PpochopHOro oOMeHa)

Koncynpranusa MeIUIMHCKOTO TICUX0JI0Ta
JUISL OUEHKU U KOPPEKIUU
TICUXOJOTHYECKOTO COCTOSTHUS U OKa3aHUS
TICUXOJOTHYECKOM ITOMOIIHN

[To He06X0AMMOCTH OKa3bIBAETCS
MICHXOJIOTHYECKast TIOMOIIb 110 BOITPOCaM
KOMMYHHKAIIMH B CEMbE U OOILECTBE,
npodeccnoHaNbHON OpUEeHTALUY; IS
MAIMEHTOB KEHCKOT0 M0J1a JONOIHUTEIBHO T10
BOTIPOCaM, CBS3aHHBIM C O€PEeMEHHOCTHIO

MPT rosioBHOro Mo3ra Ipu HaJIN4uu
HEBPOJIOTMYECKON CUMIITOMATHKHU

10 ITIOKa3aHUuAM

OOI'-MOHUTOPUHT NPU HATTUYUH
HEBPOJIOTUIECKON CHMITOMATHKH

10 ITIOKa3aHUuAM
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VY31 opraHoB OproIIHOM MOJIOCTH U TIOYEK
JUTSL BBISIBJICHHSI TUCMETA00THUECKUX
HeponaTuii, HehPOKaIBIIMHO3A,
MU3MEHEHUH CO CTOPOHBI [ICYEHU U
MO/IKETYA0YHOM Kele3bl Ha oHe
BBICOKOOEIIKOBOI TUETHI

1 paz BTOA

HccnenoBanre MUHEpAIbHON IIJIOTHOCTH
KOCTHOM TKaHU - ACHCUTOMCETPUA AJId
JMarHOCTUKH OCTEOIOPO3a U €ro
npopUIaKTUKA

110 IIOKa3aHUusAM

[IpoBenenue peHTreHOrpap K KHCTH PyK
JETSIM, IMCIOIIIUM 33JICPKKY (PU3NIECKOTO
Pa3BUTHS U TIOJIOBOTO Pa3BUTHS LIS
OTIpeIeNIeHUs] KOCTHOTO BO3pacTa 1
KaJIbIIEeBO-pochopHOro oOMeHa

110 ITOKAa3aHUAM

KoHcynbTanus KeHIIHH 110 BOIPOCy npu -
IJIAHUPOBAHUS CEMBU C LETBIO IJITAHUPOBAHUU
MpeIyNpexRaACHUS POXKACHUS peOCHKa C OepeMEeHHOCTH
"Matepunckoid PKVY"
KoHcynbTanus nap, miaHupyommux npu -
OEpEeMEHHOCTD, IIPU YCIOBUH, YTO OyayIIHe | TUTAHUPOBAHUU
POJIUTENH SBISIOTCS HOCUTENSIMU MyTalluu | OEpPEeMEHHOCTH
KommeHnTapui
Ha3znaueHnmue jieueHus
MMOKU3HEHHO
[uerorepanus
Hasnayenne cunreTndyeckoro aHajgora BH4 HOXXU3HEHHO

narueHTam ¢ BH4-nedunutnoit T®A, ¢
OATl-nedpunutHOM ['DA, UyBCTBUTEIBHON K
cuHTeTnyeckoMy a"aiory BHs ¢ nenbro
MPEAOTBPATUTD TSKEIIBIE HEBPOJIOTHUECKUE
HapyUICHUS.

Haznauenue nonaMMHepruuecKux
[IPenapaToB, IPEIIECTBEHHUKOB
CEpOTOHMHA C LIENbI0 KOPPEKIIUU
9KCTpaNnMpaMUIHOIO CHHAPOMA

110 ITIOKa3aHUuAM

Ha3nauenue npenapaToB KaabLus U
BUTaMuHa D 1 ero aHajioros

IMpU HAJIMYHUU OCTCOIICHUN

Haznauenue npenapaToB TPEXBAJICHTHOI'O
Keye3a

IIpU HAJIMYHUU )KCJ'IC30I[C(1)I/ILII/ITHOI‘/1 AaHEMHUHU

Haznauenue MPOTHUBOSMUICITUICCKUX
MperapaToB

IIpY HAJIMYHUU CYAOPOKHOIO CHHApPOMA
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Hpuioxkenue I'1-I'N. HIkajibl oneHKH, BONPOCHUKHU U IPyrue OLEeHOYHbIE
HHCTPYMEHTBI COCTOSIHUA MALMEHTA, IPUBEACHHbIC B KIMHUYECKHX
PEKOMEHIAMUAX

Ipuaoxenue I'l. Knuanyeckasa kiaaccupurkanug 'DA B 3aBHCHMOCTH OT VPOBHSA

DA B KpPOBM 10 JIeUECHUS

HaszBanue Ha pycckom si3bike: Kimmnndeckas kinaccudukamus @A B 3aBUCUMOCTH OT YPOBHSA
DA B KpOBH JI0 JICUCHUS

OpI/IFI/IHaHBHOC Ha3BaHUC:

Hcrounuk: Blau N., Burton B.K., Thony B. et al. Phenylketonuria and BH4 Deficiencies// 1st
edition-Bremen:UNI-MED. 2010. 94P

Tum: mkanaa oleHKH

Haznauenwue: onpenenenue Gopmbl 3a007€BaHUS B 3aBUCUMOCTH OT YpoBHA DA

Conepxanue:
VYposenr OA
dopma 3ab0s1eBaHUS B CBIBOPOTKE KPOBH **
MKMOJIB/JT MT/ 1T
Jlerkas A 120-360 2-6
YwMmepennas [OA 360-1200 6-20
Tsokenas TOA >1200 >20

[Tpumeuanue: **- ko3 dunmeHT nepecuera MKMOIIb/I B Mr/ai pasel 60 [33].

Kirou: cogepxutcs B camoid 1mkaie
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