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Crnucok cokpameHnmii

C50H — 3-rupokcun3oBaIepHIKapHUTHH;

AKK — anerun KoA kapOokcuasa;

BAJ] — OGuojornyecku akTUBHas 100aBKa,

MKK — B-metunkpotonui KoA kapOokcunasa;

MHK — MHOXeCTBeHHast HEOCTATOYHOCTh KapOOKCHIIas;
HB — "emocTaT04HOCTh OMOTHHHIA3HL;

HCT — HenocTaToOYHOCTh CHHTETA3bI TOJI0KapOOKKCIas;
IK — nupyBaTkapOoKcHiIasa;

INKK — mpomuonun KoA xapbokcunasa;

TMC — tanaemHas Macc-ClIeKTPOMETPHS.



TepMuHbI U onpeaeIeHUs

MeTtaGonyeckuii KpHU3 — KPHTHYECKOE, YrpOKaromlee JKH3HH COCTOSIHHUE,
CIPOBOIIMPOBAHHOE  HEOJArONPUATHBIMU  (DaKTOpaMH,  OOYCIaBIMBAIOUIMMH  yCHIICHHE
MPOLIECCOB  KJIETOYHOTO KaTabomM3Ma C HAKOIUICHHEM TOKCHYHBIX MPOU3BOAHBIX U

MPOSIBIISIONIEECs] OCTPO BO3HUKIIEH sHIedanonaTieii, mpucTynaMy pBOTHI, CyJOPOTaMH.

HeonaranbHblii CKPUHHUHI — MOPOBEACHUE MAaCCOBOT0 o0cremoBanus HOBOPOXJICHHBIX
neTell Ha HanboJee pacrpoCTpaHCHHbIE BPOKICHHBIEC U HACJICACTBECHHBIC 3a00JIeBaHHs B LEJIAX
NpeaoTBpalllCHUS Pa3sBUTUSA  TAXKCIBIX (I)OpM 3a00JIeBaHMIT A0 pa3BUTUA KIIMHUYCCKUX

CHUMIITOMOB.



1. Kparkas nngopmanus no 3a001¢BaHNI0 MIIN COCTOSIHNIO (Tpymie

3a00JIeBaHMI1 NJIM COCTOSTHHUIA)

1.1 Onpenenenne 3a60/J1eBaHNs WJIH COCTOSTHUS (TPYNINbI 3200/1€eBAHUI MJIN COCTOAHUIT)

MHoXecTBeHHass HENOCTaTOuHOCTh KapOokcunas (MHK) oOycinoBnena  aByms
HACJIEACTBEHHBIMU HapyLICHUAMU MeTaboiau3Ma OMOTHHA: HEJOCTATOYHOCTBIO OHMOTHHUAA3BI
(HB) u nenocratounocThio cuHTeTasbl royiokapbokcmnas (HCT'). CHikeHHne aKTHBHOCTH STHX
(hepMEHTOB TIPUBOAUT K JCPHUITUTY YETBIPEX OMOTHH3aBUCUMBIX kapOokcuias. Oba 3a0oneBaHus
CXO0XHU KIMHUYCCKH M GroxuMidecki. OCHOBHBIM METOOM JICUCHUSI SBISIETCS MPUEM OHOTHHA
B BBICOKHMX J03aX. [Ipy CBOEBpEeMEHHOM HA3HAYCHUH TEPamuy OMOTHHOM MPOTHO3 MPHU 000HX
3a0oneBaHuAX OnaronpuATHEIH. OXHAKO OTCPOUCHHOE HAYalno TEPAHMU MOXET IIPUBECTH K
HEoOpaTUMBIM HEBPOJIOTHYECKUM MTOBPEXKACHUAM.

Henocrarounocts Ouotunumassl (HB) (OMIM 253260) — ayTOCOMHO-pElieCCHBHOE
3abosieBaHue, 00ycIoBIeHHOe MyTalusaMi B rene BTD, xoaupyromieM GpepMeHT OGHOTHHHIA3Y.
JuchyHkuust ¢GepMeHTa NPUBOJUT K HAPYLICHUIO OTIICIUICHHMS OMOTMHA OT Oenka M, Kak
CJIE/ICTBHE, HApYILIEHHUIO paboOThl BceX OMOTHH3aBUCHMBIX kKapOokcuias. I'en BTD kaprupoBan
Ha KOPOTKOM Iuiede 3 XpoMocoMsl (3p25).

Henocrarounocts cunretassl ronokapookcunas (HCI') (OMIM 253270) — ayrocoMHO-
peneccuBHOe 3aboneBanue, o0ycnoBieHHoe MyTanusmu B rene HLCS, xogupyroniem ¢pepmeHT
CHHTETa3y TOJIOKapOOKCHIa3, YTO TIPUBOAMT K HAPYLICHUIO CBS3bIBaHMSA OHOTHHA C
OMOTHH3aBUCHMBIMU KapOOKcHIa3aMu. 3a00JeBaHUE CXOXke IOo cBOMM mpossieHusMm ¢ HB, Ho
XapakTepusyercsi Oojee paHHHM HadyajloM U TSDKENIBIM TedeHHeM. ['eH depMeHTa CHHTEeTa3bl

rosokap6oxcmias, HLCS, kaprupoBan Ha 1mHHOM tede 21 xpomocoMsl (21q22).

1.2 DTHoJOrMs M maroresHe3 3a00/1eBaHUS MJIH COCTOAHUA (rpynnbl 3a00J1€BaHHH MJIH

COCTOSIHUIT)

bruotun (Butamme H wim B7) — 3T0 BOOpacTBOpMMBIN BHTAMUH, MPHHAMISKAIIHNA K
xoMIuiekcy B. BHOTHH nocTynaeT B OpraHu3M alUMEHTapHBIM IIyTeM U3 pallioHa U, BO3MOXHO,
B pe3yJbTaTe CHHTETHYECKOW AaKTHBHOCTH JKEJNyJOYHO-KUIIEYHOW MHKpodiaopel. Monekyna
OHOTHHA COCTOHT M3 TeTEPOIMKINICCKOrO KOJbLa ¢ MIPUKPEIUICHHBIX K HEMy ¢ alli(aTHIecKoi
CTOPOHBI KapOOKCHJIBHBIX TPYII. BHOTHH CIy>XHT KO(GEpMEHTOM OIS YeThIpeX KapOOKCHIIa3:
nupysarkapbokcunasza (1K), npornmonun KoA kap6okcunaza (ITIKK), B-merunkporonun KoA
kapookcminaza (MKK) u amerun KoA kapboxcunaza (AKK). Dtu depMeHThI y4acTBYIOT B

B)XHEHIIIMX PEaKIMAX IPOMEXYTOYHOTO MEeTaboiaM3Ma KIETKH M HIPAIOT BAXHYIO pONb B
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TJIFOKOHEOTEHE3€, CHHTE3€ JKHUPHBIX KHUCIOT W Karabonmsme amuHOkmcnor [1]. Tak, ITIK
KaTaInu3upyeT KapOOKCHINPOBAaHKE MHpPYBaTa JO OKcajoarerara (OAWH M3 KIIOYEBBIX JTANOB
TIIIOKOHEOTeHe3a, JIUMoreHe3a W OuocuHTe3a HeiporpaHcMurtepoB); AKK  karamusupyer
MEPBYIO CTAAUI0 OMOCHHTE3a JKMPHBIX KUCIOT (KapOokcuiupoBaHue anetwi-KoA B ManoHui-
KoA), IIKK xatamusupyer KapOokcuaupoBaHue npomuoHWI-KoA B wmanonmi-KoA B
MeTabonu3Me aMHHOKHCIOT C Pa3BETBICHHOM IENbI0 M HEKOTOPBIX XHUpPHBIX KuciaoT; MKK
KaTaJM3upyeT KapOOKCHIMpoBaHHE 3-MeTHIKpOoTOHMI-KOA B 3-Mermnrimyrakonuin-KoA B
MeTabonu3Me JieiinnHa U u3oBasiepranoBoi KUCIOTH [2]. AKK (yHKIHOHHpYET TIaBHBIM
o0pa3oM B LUTOIIIA3Me, TOTJa KaK IPYTrHe dYeThIpe ToloKapOOKCHIa3bl (yHKIHMOHUPYIOT B
MUTOXOHJIPHSIX U Ha BHELIHEH MUTOXOHAPHAIbHON MeMOpaHe.

Kaxmas n3 kxapOokcuias, I KOTOPBIX OMOTHH SIBISETCS KOBAICHTHO CBSI3aHHBIM
KO(paKTOpOM, CHHTE3UpPYeTCS B BHJIE HEaKTHBHOTO amodepMeHTa, KOTOPBIH Jaiee
OMOTHHWIMPYETCS IOCPEACTBOM JBYX YACTHYHBIX DPEAKLHUi, KaTaIH3HPYyEeMbIX (EepMEHTOM
CHHTETa30ii ronokapbokcunas. buotuHconepxaniue mpoayKThl Aerpafgauid — OnonnuTuH (e-N-
OuoTHHUA-L-1M3MH) ¥ OMOTHHWIIOBBIE NMENTHUABI — IOABEPralOTCS ACHCTBUIO OMOTHHHIA3bI,
KOTOpasi pacuieruisieT aMHIHYI0 CBsI3b MEXKAY JH3HHOM U OnoTHHOM [3]. OcBOOOXKIEHHBII
OMOTHH PEeLHpPKYINPYETCS ¥ HOCTYHaeT B Iy cBOOOIHOTO OHoTHHa (pHc.1).

Hapymenue ¢yHkuuu KapOOKcHiaa3 NPUBOAMT K HAKOIUICHHUIO IPOMEXYTOUHBIX
cyOcTpaToB (DepMEHTHBIX peakluil, KOHTPOIUPYEMBIX KapOoKcHiIa3aMu. DTH cyOCTpaThl U MX
MIPOM3BOIHBIC OKa3bIBAIOT TOKcHmueckoe Bosneicreue Ha IIHC m mpyrue TkaHW, NPHBOAS K
Pa3BUTHIO METAOOIMIECKOTO ali03a U BTOPUYHON TUIIepaMMOHUEMHUH.

B mukie yrtunamszanuu OMOTHMHAa y 4ellOBEKa €CTh JBa OCHOBHBIX JedekTa:
HenocTtarouHocTh OuornHuaasel (HB) u HemocTarouHocTs cuHTeTa3bl rojgokapbokucnas (HCT).
O6a 3abonesanus npusogisr k MHK. HCTI' (OMIM 253270), Takke H3BeCTHas KaK pPaHHSIA
(meonaranpHasd) MHK, mpencraBmser coGoif HapymieHue OuortuHmnupoBanus. Hb (OMIM
253260), Taxke M3BeCTHasd Kak mo3mHss (foBeHMIbHast) MHK, mpexncraBnser codoli HapymeHune
PpenupKyISMy OHoTHHA. JlehUIUT OTIEeIbHBIX KapOOKCHIIa3 BCTPeYaeTcsl PeIKo.

Buotnnupaza — Oenok, coctosmmid w3 543 amuHOKHMCIOT, Becom 85 k/a [3].
Konupyrouwii ero ren BTD nokanu3oBaH Ha KOPOTKOM Iuiede 3 xpomocoMsl (3p25) u cocTout
u3 4 5k30HOB M 3 WHTPOHOB. OOWas JJIMHA KOAMPYIOLICH MociaeqoBaTeIbHOCTH - 1629 map
HykJeoTH0B [4]. Ha ceroiHsmHuii AeHb W3BECTHO IO MEHbLICH Mepe 0 165 maToreHHbIX
myTanusax B BTD [5]. HanGonee yacTbIMi MyTaILIMsMH SIBILSIFOTCS JISJICIUS CEMH HYKJICOTHIOB CO
BcraBkoi Tpex HykieoTHIoB ¢.98 104delGCGGCTGIinsTCC (p.Cys33Phefs*36), xoropas
BeTpeuaercs y 60% nanuentos ¢ Hb [6], u muccenc-myrarus ¢.1612C> T ( p.Arg538Cys) [7].

O6e MyTaluu B TOMO3UIOTE HJIM KOMIAyHJ-T€TepO3HroTe MpUBOAAT K ToTanbHOM HB. Taroke
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JIOBOJILHO YacTO BCTpeuaroTcsi MucceHc-papuant ¢.1368A>C (p.GInd56His); Q456H) u BapuanT
¢.1330G>C (p.Asp444His; D444H), xotopsie mpuBomiar k mnomHod HB [8]. Kommaynz-
rereposurota ¢.1330G>C;c.511G>A (p.D444H;A171T) cHmxaeT akTUBHOCTh OMOTHHHIA3bl HA
52% u Bmecre ¢ Bapuantamu p.Cys33Phefs*36, p.GIn456His u p.Arg538Cys cocrapisier 65%
Bcex caygaes Hb [9, 10].

Nusun - T
BuotuHupasa
'ﬁ{kf W BUOUNTUH P CuHTeTasa
B ’j‘“ H : Lvkn ronokap6okcunas
NN COOH |
: I m . 6uoTMHa
MpoTteonus
Fonokap6okcunassbi
(MK, NKK, MKK, AKK) Anokap6okcunasbl
l (MK, MNKK, MKK, AKK)

TNIOKOHEOoreHes3, CUHTE3 XUPHbLIX KUCIIOT, KaTaGonu3M aMUHOKUCIIOT C Pa3BETBIIEHHON Lienbio
Pucynok 1. L{ukn 6uoTtrHa.

CBOOOJHBIH OWOTHH, OCHOBHBIM HCTOYHHKOM KOTOPOTO SIBJISCTCS TMHINA, AKTHBHO
TPaHCIIOPTHpPYETCsA dYepe3 KUIICYHYI0 MeMOpaHy M reMaTodHuedanudeckuil Oapbep. OTOT
cBOOOAHBIM myn OuoTMHa oOecrieuuBaeT OMOTMHOM  pa3MYHBIE  aArOKapOOKCHIIa3bl
(nmupyBatkap6okcunazy  (IIK),  anermn-KoA-kapbokcmnazy  (AKK), nponunonnn-KoA-
kapbokcmnazy (IIKK) wu  Gera-mermnkporoHuin-KoA-kapbokcunazy (MKK)). Cunterasa
roJyioKkapOoKcHiIa3 coOUpaeT akTHUBHBIE rOJOKapOOKCHIIA3bl, KOBAJEHTHO CBS3bIBAsl OMOTHH C MX
AKTHBHBIMH [eHTpaMH. ['oiokapOOKCcHIa3bl BaKHBI JUIS TIIIOKOHEOTeHE3a, CHHTE3a JKUPHBIX
KHCIOT M KaraOojM3Ma HECKOJNBKHX aMHHOKHCIOT C pa3BeTBICHHON 1embio. [aree
roJIoKapOOKCHIa3bl TMPOTEONUTUYECKH pACHICIUIIIOTCS /10 OWOLUUTHHA MM HeOONbIIUX
OMOTHHHIJI-TICNTUAOB. DTH COCIMHEHHS PACIICIUIAIOTCS OHOTHHUAA30# ¢ 00pa3oBaHHEM JU3HHA
U cBOOOJHOTO OMOTHHA, KOTOPBIE MOTYT MOCTYIAaTh B MyJI CBOOOJHOTO OMOTHHA, TEM CaMbIM

peuupkymupys sutamut. AT® = anenosuntpudocdar.

CuHreTasa rojiokapbokcuiia3 — 0eJoK, COCTOAIINMI U3 726 aMUHOKHUCIIOT, BecoM 81 k/la.

Komupyroumii ero ren HLCS nokanmu3oBan Ha JumHHOM Iuiede 21 xpomocombl (21¢22) u
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coctouT u3 11 sk30H0B [1]. OOmas IMHA KOAWpYIOLICH mocienoBarensHocTH — 240 map
HYKJIEOTHIOB. B ymreparype n3BecTHO 1Mo MeHbIIE Mepe 0 35 maToreHHBIX BapHaHTax IeHa
HLCS [1]. OmauM u3 4acTeix BapuaHTOB sBisercs c¢.1522C> T (p.Arg508Trp; p.R508W),
obOHapyxenHblil B Tamnaune, Kurae, ®panuun, Upane u CLIA [11]. B Slnonuu npeBanupyroT
natoreHnbie BapuanTel ¢.710T4C (p.Leu237Pro) u ¢.780delG (p. G261V{sX20) [12], a B Kutae
—¢.1088T> A (V363D) [13].

Taxoke ObLTO MOKA3aHO, YTO JM3HHOBBIE OcTaTKH ructoHOB H3 1 H4 GuotnHMmmpyercs ¢
MMOMOIIBID ~ CHHTETa3sl  TrojiokapOokcmmaz (in - vivo) wu  OwormHumasel  (in  Vitro).
BuoTuHUIMPOBaHHBIE TUCTOHBI, BEPOSTHO, YYAaCTBYIOT B BRXKHBIX OMOJIOTMYECKHX (YHKIHSX,
TaKMX Kak MOJIABJICHHE SKCIIPECCUH T€HOB (CaliJICHCHHT), KOHACHCALIUS XPOMATHHA, peraparus
JHK u npomudeparms xnetok [14]. OxHako, KOMHYECTBO OHOTHHHIMPOBAHHBIX MCTOHOB iN
vivo, cormacHo wuccienoBanusM, cocraBmsier <0,001%, d9To cTaBUT WX (PU3HMOIOTHUECKOE

3HaueHue moJi comHenue [15].

1.3 DnugemMnoJiorus 3a60/1eBaHNsl HJIM COCTOSIHUSA (ITPYNIbI 3200/1€BAHUI WIH COCTOSIHUIA)

Hb — nanstHHUYeckoe 3aboneBanue. Yactora Hb Bapwupyer ot 1:40,000 mo 1:60,000
HOBOPOJXK/IEHHbIX B Mupe [16]. B Hexoropbix cTpaHax, Takux kak Typuus u CaynoBckas
ApaBHs, UYacTOTa BBINIE H3-3a PACIPOCTPAHCHHOCTH OJM3KOPOACTBCHHBIX OpakoB. Ha
OCHOBaHHM pEe3yJbTaTOB CKPHMHWHTA HOBOPOXKIEHHBIX dactota TotampbHoM HB B CIHA
cocrasiser 1:80,000 HoBOpoKneHHbIX, a yactuuHas HBb — ot 1:31,000 mo 1:40,000 [17].
Yacrora HCI' B mmpe cocraBmsier 1:200,000 >xuBbIX HOBOpoxaeHHBIX [18]. Yacrora

Berpedaemoct Hb u HCI' B Poccuiickoii denepaiiin He yCTaHOBIICHA.

1.4 OcoGeHHOCTH KOAMPOBAHUS 3200/1€BAHUS MM COCTOSSHHMS (IPYNIbI 3200J0eBAHMI HJIH

cocTosinuii) mo MexIyHAPOAHOMH CTATHCTHYECKOil Kaaccudukanuu 0ose3Heil u npodJaem,

CBA3AHHBIX CO 310POBbLEM

Cornaco MKB-10, Hb u HCT' otHocsTcs k knaccy IV — BonesHaM 3HIOKpUHHON
CHCTEMBI, PaCCTPOHCTBY NMUTAHNS M HApYIIEHNIO 0OMEHa BEeIIeCTB.

MKB-10: E53.8 — HenocTaTo4HOCTH IPYTUX YTOUHEHHBIX BUTaMHHOB IpyNbI B.

MKB-11: 5C50.E0 — Kitaccuueckue opraHHYecKHe aluIypHu.

OMIM: 253260 (HB) u 253270 (HCT')

ORPHA code: 79241 (HB) u 79242 (HCT)



1.5 Knaccudukanus 3a00J1eBaHis WIH COCTOSTHUS (TPYNNBI 32001€eBAHUIT NN COCTOSTHUIA)

Beiensitor MHK ¢ pannum u nozaanm nedtorom. K panneit otnocutess HCT', k mo3aHei
— HB. HB, B cBoto o4epe/p, B 3aBUCUMOCTH OT aKTHBHOCTH (pepMEHTa OMOTUHUIA3HI Pa3/IeNsioT
Ha ToTainbHy (<10% OT HOpPMBI aKTUBHOCTH OMOTHHHUIA3bI B ChIBOPOTKE) U yacTH4Hyo (10-
30% ot HOopMbI). B HOpME aKTHBHOCTH OMOTHHHWAA3bI B CHIBOPOTKE KpOBH cocraBisieT 4,4-12

HMOJIB/MuH/MI [19].

1.6 Kananyeckasi KapTHHA 3200JIeBAHMS WJIHM_COCTOSIHMS (TPynnbl_3a00J1€BaAHUI_HJIH

COCTOSIHUIT)

Henocrarounocts 6uoTunuaassl (HB)

B pamHeM Bo3pacte HambOoiee dYacTRIMH TIepBeIMH cumnromMamu HB  sBisrorcs
SMUNENTHYECKHE IPUCTYIBI: B OOJIBLUIMHCTBE CIy4aeB OTMEYAIOTCS MUOKIOHHYECKHE IPUCTYIIBI,
HEpeIKO BCTpedaroTcs HH(paHTHIbHBIE crna3Mmbl [20-22]. MHoOrza OCHOBHBIM KJIMHHYECKUM
CHMIITOMOM SIBJISIeTCSl MbllieuHass runotonust [21]. B psge cimyuaes HB wmanudectupyer
3aepXKKOH IICHXOMOTOPHOTO DPa3BUTHUS, HApPYIICHUSIMU PUTMA IbIXaHUA (IbIXaHHE 110 TUILY
Kyccmayns, mapuHTreanbHbIi CTPUAOD, alfHOo3), cedopeeid, aTOMMYECKUM JIEPMaTUTOM, THE3THOU
W/WIH TOTAIBHOW aJoTelHel M MepCUCTHPYIONMMH KOHBIOHKTUBATaMH [3, 23]. boxpmmHcTBO
MALUEHTOB MMEIOT COYETaHHE HEBPOIOTMUECKUX U KOXHBIX KIMHUYECKUX IPOSBICHUM.
YacTBIMH HEBPOJIOTHYECKHUMH PACCTPONCTBAMH SBIISIOTCS HEHPOCEHCOpPHAs TYrOyXOCTb H
HapyLICHUE 3peHus (Yalle BCEro BCIEACTBHE aTpopHH 3pUTEILHOTO HepBa) [24-26]. M3BecTHO 0O
CHHJpPOME BHE3AIHOW JIETCKOH cMepTH, KOTophli ObL cBsizan ¢ HB [27].

Toranbuass Hb B OonbluMHCTBE Ciay4aeB MaHH(pecTHpyeT B Bo3pacTe OT 3 1o 5,5
MecsneB. B penxux cimydasx 3aboneBaHue AeOIOTHpYeT B IOJPOCTKOBOM BO3pacTe HIM Ha
nepBoil Hezmene xu3HU. CTeleHb THKECTH KIMHUYECKUX MPOSBICHUH 3aBUCHT OT YpOBHSA
aKkTHBHOCTH OmoTnHHIa3bl [28]. Tak, BbICOKas octaTovHas akTHBHOCTH (epmeHTa (oT 30 110
25% OoT HOpPMBI) XapaKTepHa IS TOOpOKauyecTBEHHHBIX foBeHWIBbHBIX (opm HB. Ilpu neGrore
3a001eBaHUs B IIOJPOCTKOBOM BO3pacTe, IEPBBIMH CHUMITOMAaMM SIBISIOTCA MBIIICUHAS
c1aboCTh, CACTUYECKUE Tapanapessl U 3puTebHble HapyieHus [29]. Tlo3xke MOXKET pa3sBUTHCS
BHeE3aIHas 0Teps 3pEHMsI C MpOrpeccupyouel ontuueckoi Heltponarueit [30, 31].

AXTHBHOCTh OHMOTHHHAA3BI B TOJOBHOM MO3T€ 4eNOBEKa KpaliHe HU3Kas, MO3TOMY UL
HOPMAJIbHOTO ~ (QYHKIIMOHMPOBAaHHUS HEHPOHOB HEOOXOAMMO JOCTaTOYHOE M IIOCTOSHHOE
TIOCTYIUIeHHe OHOTHHA depe3 remMaTosHIedanudeckuii 6apbep. YMeHbIICHHE KOHIIEHTPAIHI
6uornna npu Hb Ha nepBsIx cTaquax 3a0oneBaHUs IPUBOJUT K CHIDKEHUIO akTuBHOCTH I1K, uTo

BBI3bIBAET HAKOIUICHUE JIAKTaTa (MOJOYHON KUCIIOTHI) B TOIOBHOM Mo3re [32]. DTOT JIOKaJIbHBIN
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JIaKTaT-ali103 00yCIaBIMBacT MOSBICHUE, B IEPBYIO 0YEPE/lb, HEBPOJIOTHUYECKUX CUMIITOMOB, B
TO BpeMs Kak ApyrHe NpH3HaKH 3a00J1eBaHUS MOTYT MaHHdecTHpoBaTh mozgaee. Keroannmos
SIBIISIETCS. IPU3HAKOM IIPOJOJDKUTENIBHOM HEJOCTATOYHOCTH OHMOTHHA B OPraHU3ME H MOXET He
BBIABIIATBCS HAa HadalbHBIX OSTamax Ooje3Hd. CuuTaloT, 4TO HPUYMHOH HelpoceHcopHOMH
TYTOYXOCTH SBISIETCA HAKOIUICHHE OPTaHHYECKUX KHCIIOT, OMOLMTHHA M 0Oojiee KpPyIHBIX
OnoTHHUIBHBIX OenkoB [32, 33]. CHmwKeHHE YpPOBHS INPOTEKTUBHBIX XXUPHBIX KHCIOT (B
pesyabrare Hapymenus padotsl I1IKK), Bo3MoxkHO, sBsgeTCS NIPUYMHOI MOSBICHUE AlONELUH U
KOXHOU cbin [34].

Toxcuueckum 3¢dexToM 00BACHAIOTCS MOPGONOrHYECKHe H3MEHEHUS B MO3XKEUKe
(otcyTcTBue KieTok [lypkuHbe, pa3pekeHue ci1os IpaHyIapHBIX KIETOK U IPOonudepaluio caos
BeprmanHa, o3 6e10ro BemecTBa U 3y04aThIX sAep) U OOJIBIIOM MO3Te (HEKpPO3 ¢ COCYAUCTOH
nposindepannei 1 HHPUIbTpauei MakpodaraMu B NEpUBEHO3HOM TpocTpancTse) [35]. Boun
OIUCaHbl U3MEHEHUS B IOJKOPKOBBIX CTPYKTYypax, CIIHHHOM MO3T€, CXOAHBIE C TAKOBBIMHU IpU
oosiesnn Jles [36]. MuenuHOBBIE BOJIOKHA IMOPAXKAIOTCS B OOJBINCH CTENeHH, 4YeM Tesa
HeilpoHoB, mosroMmy npu HbB wacTto omnuchiBaloT HapylleHME IPOLECCOB MHUEIMHU3ALUU
TOJIOBHOTO MO3Ta.

B nureparype omnmcassl cirydau 1e6roTa 3a001€BaHUS ¢ MIPAMITHON CHMITOMATHKOH 1
Pa3sBUTHS INPOTPECCHPYIOLIETO CIACTUYECKOro Iape3a BCIECICTBHE MHUETIONATHEH CIHMHHOTO
MO3ra, TSDKECTh KOTOPOro yMmeHbInmiach Ha (oHe mpuema Ouotuna [37, 38]. MccnenoBanus
MIOKA3BIBAIOT, YTO NPOJOJDKUTENBHBIA IpHeM OMOTHHA NPEIOTBpaIlaeT Pa3BUTHE CIIACTHYECKOTO
raparapesa u HeilipoceHcopHO# Tyroyxocty y nanueHToB ¢ Hb [38, 39]. HoBopoxxnennsie ¢ Hb,
y KOTOpBIX JIMarHO3 YCTAHOBJIEH [0 Hayaja MpPOsBIECHUS KIMHUYECKUX CUMITOMOB (HAIpuMep,
IIPH HEOHATaJbHOM CKPHHHHIE) M KOTOpBIE MONYYalOT JiedeHHe OMOTHHOM B BBICOKHX 033X,
HMEIOT HOpMallbHOE pa3sutue [25].

W3BecTHBI cydan 6ecCHMITOMHOTO TeueHust TotansHoit HbB [17, 40-42].

IManuentsr ¢ wactmynoit Hb mmMeror msarkyro ¢gopmy 3abosneBanus. CHMIOTOMBI OOBIYHO
Pa3BHUBAIOTCS B COCTOSIHUH CTPECCa: BCIEACTBUE XHPYPTHYECKOr0 BMENIATENbCTBA, BO BPEMs
nH(EeKUnY, AIUTEIBHOTO rojlofaHus U T.0. B nurepatype omucaH ciydail, korga y pebeHka ¢
yactuuHoil Hb, He mpoxoauBiuiero nedyeHue OMOTHHOM, BO BpeMs BIU307a IacTpOdHTEpHUTa B
BO3pacTe IIECTH MECAIEB OTMEYalach THIIOTOHMSA, KOXKHAs CHIIb M BBINAAeHHE Boisoc. [Ipu
JieueHUH OMOTHMHOM CHMIITOMBI ucyesinu [43].

I'enotun-denorun xoppemsuust HB 1o kxoHIa He ycraHoBieHa. Jlenenny, HHCEPINH WK
HOHCEHC- HYKJICOTHIHBIC BapHAHTHl OOBIYHO NPUBOMAT K IIOMHOW moTepe (epMEeHTaTHBHOM
aKTUBHOCTH OMOTHHHJA3bl, TOTAA KaK MUCCEHC-BAPUAHTHI MOTYT NIPUBOAUTD UM HE IPUBOJUTD

K ec MoyHOW moTepe. B ogHOM mccnenoBaHMM AeTu ¢ cuMmnromMaMu TotanbHoi HB ¢ Hy:nb-
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MYyTalUsIMH HMENH OONBITYI0 BEPOSTHOCTH PAa3BUTHS IOTEPH CIIyXa, YeM JAETH C MHCCEHC-
myTtanusamu [44]. Hexoropble reHOTHNBI KoppenupyioT ¢ TortambHoi HB, npyrue — c¢
4acTUYHOW. BOIBIIMHCTBO MAaTOreHHBIX BapuaHTOB reHa BTD BBI3BIBaIOT MOJHYIO MOTEPIO MU
IOYTH IOJHYK IOTEPI0 AaKTUBHOCTH (epMeHTa OHOTHHUAA3bl. KoMOuHanus ABYX TaKHX
ajutenei (TOMO3MIoTa WM KOMIIAyHI-TeTepo3Hurora) NpuBoAuT K ToTansHoil HB. Hampumep,
KOMIAyHA-TeTepo3urotsl p.Asp444His ¥ maTOreHHOro BapUaHTa, KOTOPBIA IPHBOAUT K
tortanpHOi HB, OynyT umets npubiansurensao 20-25% oT HOpMBI pepMEHTaTHBHOM aKTHBHOCTH
OMOTHHMIA3BI B CHIBOPOTKE [45].

OcHoBHbIE KIMHUYECKUEe U Ouoxumudyeckue npusHaku HB mo paHHBIM nuTepaTypsl

TIPUBEICHBI [B Tabauue 1 (mpunoxeHue 1"1).‘

HenocraTouHocTh cMHTeTa3bl rojokapookcuaas (HCI)

HCT' m3BectHa Kkak paHHAsA (HeoHaranbHas) ¢opma MHK. 3abomeBanme 0OBIYHO
MaHH(ECTUPYeT B MEpBbIe HECKOJIBKO YACOB JKH3HM, THEH MM HEIeNb MOCIe POXKICHHS, peKe
— Ha IEepBOM ToOJy >KU3HM WM JieTckoM Bo3dpacte. Kimnuueckue nposisnenus HCI ouens
cxoxu ¢ HB. [lepBbIMU KIMHHYECKUMH CUMIITOMAaMH SIBJISIFOTCSI OTKA3 OT €J1bl, IOBTOPHAsI PBOTA,
MOBBIIICHHAs] COHJIMBOCTh MWJIM BO30YAMMOCTb, PECHHPATOPHBIC HAPYLICHUS, MBbILICYHAS
THIIOTOHUS. ¥ OKC(OIMATHBHBIN AepMaTHT. Y HEKOTOPBIX NETeH Tarke HaOIOJaeTCss KOXKHAsS
ChlIlb, AJIOMENHs, 33ACPIKKA PA3BUTHS, META0OIMYESCKUI alua03, TUIICPAMMOHUEMHUS U, KaK U B
ciyyae HB, u3MeHeHue cnekTpa OpraHMYeCKMX KHUCJIOT B MOY€ B BHAE IOBBILICHHS
KOHIIGHTpAaUH [-THAPOKCHU30Bajepara, (-METHIKPOTOHUITIMINHE, [-THAPOKCHIIPOIIMOHATA,
metwinutpara, C5OH, nakrara (MOJOYHOW KHCIOTBI) W THDIMIrIHOUHA [46]. WHorma y
naruenToB ¢ HCI' HaOroaeTcst TUIOTIIMKEMUS KaK ClIe[CTBUE CHUKeHUs: aktuBHocTH 1K [47,
48].

Kaxk u B ciiygae HB, TshkecTh CHMITOMOB yMeHbIIACTCS HAa (hOHE ITprueMa OHOTHHA.

Ilpu orcyrcTBUM JsieueHHs 3a0ojieBaHUE OBICTPO IPOTPECCHPYET, Pa3BUBAIOTCS
PE3UCTEHTHBIE AMWIECNTUYECKHE IPHCTYIIBI, METaOOJIMYECKHH alua03, OTeK MOo3ra, YrHeTeHUe
CO3HaHHs M KoMa [46]. Y TakuX MaIlMEHTOB YacTO OTMEYAaeTcsl CyOINEeHAMMAIbHBIC KHCTHI,
yBeIHYCHHE 00BEeMa XKENTyJOUKOB M BHYTPUIKEIYI0UKOBOE KpoBom3nusHue [49].

THockonmeky HCI' u HB cxoxu OMOXMMHUYECKHM M KIMHUYECKH, JUIS YCTaHOBJIECHUS
TOYHOTO JIMarHo3a HeOOXOANMO MPOBEICHNE MOJICKYJIIPHO-TEHETHUECKOT0 ananu3a renoB BTD
u HLCS.

OcHoBHBbIE KIMHUYeckHe W Ounoxumuueckue npuszHaku HCI mo naHHBIM suTeparypbl

TIPUBEICHBI B h‘a6nnue 2 (mpuIoKeHHe 1"1)‘.
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NoE:
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([2]): Tabnuua He cocTaBneHa.
nopabatbiBaem.




2. IuarHocTuKa 3a060JeBaHUs WJIN COCTOSIHMA (TPyNIbI 3200J1eBAaHUI WK
COCTOSIHUI), MEAULIMHCKHE TOKA3aHUS 1 MPOTHUBONOKA3AHMA K NPUMEHEHHIO

METOA0B JTHAI'HOCTUKH

Ob6pamaeM BHHUMaHHE, YTO, COIJIACHO TPEOOBaHMAM K pPa3pabOTKe KIMHUYCCKUX
pEKOMEHIANMi, K KaKAOMY TE3HCY-pEKOMEHJALMM HEOOXOOUMO  yKas3blBaTb  CHILY
pEKOMEHIaIMii U J0Ka3aTellbHyl0 0a3y B COOTBETCTBHM CO UIKAalaMU OLEHKU YPOBHSA
noctoBepHocTu nokasarenset (YJ) u ypoHs yOenutenbHocTH pexomengauuit (YYP). s
MHOrux TtesucoB YVYP m VJIJI OynerT HU3KUM IO NPUYUHE OTCYTCTBHS IIOCBAIICHHBIX UM
KIMHUYECKHX MCCIEJ0BaHUH BBICOKOro Ju3aiiHa. Hep3upas Ha 3To, OHHM SBJIAIOTCA
HEOoOXOOUMBIMHU 3JIEMEHTAaMH O0CJIeIOBaHUS MaleHTa Ul YCTAHOBJIICHHS AWAarHO3a M BEIOOpa

TAKTHKH JICUCHU.

KpuTtepuu ycTaHoB/IeHHs] 1MATHO32 H COCTOSIHUSI

KputepueM ycTaHOBIICHUS IMarHO3a SIBISIETCS ONpPEIEICHNE MOHWKEHHOH aKTHBHOCTH
(epMEeHTOB OMOTHHUA3bl U CHUHTETa3bl TOJIOKApOOKCWIIA3 B IUIa3ME MM CHIBOPOTKE KPOBH,
MOBBIIICHHEC KOHICHTPALMKH YPOBHS B-THAPOKCHH30Banepara, (-METHIKPOTOHHITIHIMHA, [-
THIPOKCHUIIPONIHOHATA, METHJILUTpaTa, JIAKTaTa W THUTJMIDIMIMHA TP KOJIHUYECTBEHHOM H
Ka4eCTBCHHOM aHaJM3€¢ OPraHHYECKHX KHCIOT MOYM, a TAaKKe MOBBINICHHE KOHIICHTpPALUU
anuiakapHUTHHOB KpoBH (C5SOH) [46].

BousiBiienne naroreHHbix BapuantoB reHoB BTD u HLCS mo pesynepratam JJHK-
JMAarHOCTUKH MO3BOJISIET MOATBEPANUTD JMAarHO3 Ha MOJICKYJISIPHO-TEHETHYECKOM YPOBHE.

JuddepeHunanpas  IUarHoCTUKAa  MPOBOAUTCS C  MEHHHTMTOM,  IEPBHYHBIM
AMMYHOACOHIINTOM, SHTEPONATHYECKUM aKpOJIEPMATUTOM, HEHPOCEHCOPHOH TYroyXocCThio,
ayTHU3MOM, MHUEINIoNaThHel, arpodueil 3puUTENbHOTO HeEpBa, CEOOPEHHBIM JASPMATHTOM,

HHaHTUIBHBIMU criazMami [50], a Takxke 3a00JeBaHUsIMHU CIIEKTpa ONTUKOHEBpoMuenura [S1].

2.1 ’Kaj00bl 1 aHAMHE3

Ilpu cOope anamHe3a M kano0 HEOOXOAMMO OOpATUTh BHUMaHHE Ha CICAYIOIIHC

JKaJI00BI 1 aHAMHECTHYCCKHE COOBITHS:

- OMAZOWEHHBLI CeMEUHbLI AHAMHE3 (CXOOHble CUMNMOMbL Y POOHLIX Opamves u
cecmep npobanoa, OAUKOPOOCMEEH b OPAK),

- Manupecmayus 3a60neeanus 00 3-6 mecayes;
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- HAapywenus 6CKapMaIueatusl,;

— HeoObACHUMOEe becnoxoucmeo, nuay, mpemop KoOHeuHocmell,
2Unep6o36y0uUMocmy,

- 84710CMmb, C,Tla6OCmb, 6blcmpa}z ymomisiemocms,

- ovixamenvHble PaAccCmMpoucmeq, 6K0UAs CUNEPECHMUNAYUIO, NAPUHSEATbHbII
CmMpuUOop U INU300bL ANHOI;

- VeHemeHue CO3HAHUA OM COHAUBOCTNU 00 KOMbL;

- SnUIENnMu1ecKue NPUCHIYNbL, PE3UCHENMHbLe K AHMUINUNEHMUYEKOU mepanuu;
- CHUDICEHUe CIYXA N0 MUNY HeliPOCEHCOPHOU NMY20YXOCmu;

- CHUDICeHUe 3penusl (YacCmuiHas ampopus 3pumenbHuiX Hepeos),

- anoneyust (NOIHASL UTU YACIUYHAS),

- amonuyeckuil oepmamum,

- NOBMOPHbIE KOHBIOHKIMUGUINYL;

- 60IHO0OpA3HOe (KpU30680e) meuenue 3a001e6aHusL;

- ocmanoska/  3adepoicka/ ympama paunee NPUOOPEMEHHbIX NCUXOMOMOPHbIX
HABbLIKOB,

- MblueyHas oupghysnas 2unomoHus.

B nerckom BO3paCTE TAKKC Ha6HIOHaIOTC}I CJICAYIOIUE CUMIITOMBI:

- HapyuleHue NOXOOKU (CRACMUYeCKUll napanapes, MO3JICEeUK08as amaKcus,
noauHeponamusi);

- npoepeccupyroujee HapyuleHue 3peHus (YacmuuHas ampo@us 3PUmenbHbiX
Hepeos);

- HapyuteHue ciyxa (HeupoCeHCOPHAs My20yXOCHib);
- SHYeDaANOMUETONONUPAOUKYIOHEUPONATUSA,

- 3adepoicka/ HapyuieHue NCUXopeweso20 Pa3eUumus,
- anoneyus;

- 60HO0OPA3HOE (KpU30680€) meyenue 3a001e6aHusL.
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VY nmereil wim B3poCHbIX ¢ HeledeHoM 4actuuHoit HB MoryT mposBisaThes ro0ble U3
BBIIICTICPEYNCIICHHBIX MPU3HAKOB U CHMIITOMOB, HO TPOSIBJICHHS JIETKHE U BO3HHKAIOT TOJIHKO
MIPH CTPECCe, HHTEPKYPPEHTHBIX HHMEKIUIX, OTIEPATHBHBIX BMEIIATEILCTBAX.

2KamoObI 1 aHaMHe3 TaK)Ke OIMCaHbI B pasneie «Kimunngeckas KapTHUHa».

2.2 ®du3uKajibLHOE 00c/Ie1I0BaHNe

IIpu ocMoTpe HE0OX0AUMO OOPATHTH BHIMAaHUE HA OCHOBHBIC KIIMHHYECKHE IPOSBICHHS

Hb u HCT™:

- MOMANbHAs UNU YACMUYHASL ANIONeYUsL;
- amonu4ecKuti 0epmamum;

- MblueyHas Oupghysnas 2unomoHus («CUHOPOM 881020 pebeHKay),
- 3a0epaicKa NCUXOMOMOPHO20 PA3GUIMUS,

- SnUTenMu4ecKue NPUCHIYNbL, NI0X0 NOOOAIOWUECs MePanuu;

- yeenuuerue nevenu u cenezenku (6 10% cuyuaes).

2.3 JlaGopaTopHble THATHOCTHYECKHE HCCIEI0BAHUS

OcHOBHBIE J1abopaTopHBIE MeTonb! moxaTBepxaeHus auar€Hosa Hb n HCT' Bxitouaror
OINpeJesieHne aKTUBHOCTH (DEPMEHTOB OMOTHHHIA3bl M CHHTETa3bl TOJOKApOOKCUIIA3 B IIa3Me
WJIN CBIBOPOTKE KPOBH, KOJMUYECTBEHHBIH M KaUECTBEHHBIH aHAIM3 OPraHUYECKUX KUCIOT MOYH,
OINpeJeNieHNe alMIKAPHUTUHOB KPOBU M MOJICKYJISIPHO-TEHETHUECKHE UcCeoBanus reHoB BTD
u HLCS. JlanHbple wucclieoBaHUsl MPOBOJITCS B CICHHMAIN3UPOBAHHBIX T'€HETUYECKHX
1abopaTopusX.

HccnenoBanue ypoBHS/aKTUBHOCTH OMOTHHUAA3bI B KPOBH SIBIISICTCS OJHUM U3 MEPBBIX
TIOATBEPKAAIOIIUX OMOXMMHUUYECKUX  TECTOB histe HBb, T103BOJISIOLIUHA TIPOBECTH
mudGepeHInaIbHY0 TUAarHOCTUKY C APYTMMH HACJIEACTBEHHBIMH HapyLICHHAMH OOMeEHa
BeliecTB [52]. B HOpMe aKkTUBHOCTh OMOTHHHAA3bl B CHIBOPOTKE KPOBH cocTaBiseT 4,4-12
HMOoIb/MuH/MI [19]. Kak npaBuio, A TeCTUPOBaHUS aKTHBHOCTH OMOTHHHUA3b!I Tpebyercs 1-2
MJI CBIBOPOTKH HJIM ITa3Mbl. OOpa3Lbl JOKHEI OBITH HEMEIUVICHHO 3aMOPOXKEHBI U OCTaBaThCs
3aMOpPOKEHHBIMH 11O MOMEHTa HPOBEICHUsS HccienoBaHuid. [IiTHa KpoBH, coOpaHHBIC VIS
CKPUHHMHI'a HOBOPOXKACHHBIX, JOJDKHBI OBITh MOJHOCTHIO BBICYHICHBI IEpe] OTIPAaBKOH B
J1a00paTOPHIO, MTOCKOJIBKY BBICOKAsl BJIQXKHOCTb MPUBOAUT K 3HAUUTENBHON MOTEPe aKTUBHOCTU
(depmeHTOB. PedepeHcHble anamna3oHbl JODKHBI YCTAHABIMBATBhCA KaXIOW JlabopaTtopHei.

Baxno Y4YUTHIBATh BO3PACT IAlIUCHTOB, IIOCKOJIBKY aKTUBHOCTH GI/IOTHHI/II[aSI;I Y AOHOUICHHBIX
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HOBOPOX/IEHHBIX cocTaBisier 38-70% oT cpenHel HOPMajbHOW aKTHBHOCTH OHOTHHHIA3BI
B3pOCIbIX [53]. AKTHBHOCTh OHOTHHHUIA3bl Y HOBOPOXKICHHBIX OOBIYHO MOBBIIIAETCS B TCUCHUE

MEPBBIX JHEH WM HeJelb XKHU3HU [54].

. PexoMeH/10BaHO: KOMIUICKCHOE OMpE/e/ieHHe KOHLEHTPAMM Ha aMHUHOKHCIOTHI U
AllMJIKAPHUTHHBI B KPOBM METOJOM TAHAEMHOW MAacC-CIIEKTPOMETPHHM MAlMeHTaM C
KJIMHAYECKUMHU Ipu3Hakamu, XapaktepHbiMu it Hb m HCI, ¢ nenbio mnoarBepkIeHUs
IMarHo3a OMOXMMHYECKUMH MeTomaMH M U QepeHINaTbHONH IHAarHOCTHKH C JPYTHMH
HACJIeICTBEHHBIMU HapyIICHUIMU 0OMeHa BemecTs [55].

YpoBenb  yGenuTeqbHocTH — pekomennammii C  (YpOBeHb  J10CTOBEPHOCTH
JA0Ka3aTeJIbCTB — 4).

Kommenmapuu: /[na Hb na Ooxnunuueckou cmaouu xonyenmpayuu C50OH moeym

ovimy 6 npedenax Hopmul. Aneopumm ckpununea npu HE u HCI npuseden 6 npunosicenuu b.

. PexomMeH10BaHO: KOMIUIEKCHOE OIPEIENICHHE COACP)KaHUS OPraHUYECKHX KHCIOT B
MoOYe; KOMIUIEKC MCCIEeIOBaHMH JUIS JAWArHOCTUKU OPTaHMYECKUX AalMAypuil NalueHTam ¢
KIIMHUYECKUMH Tpu3HakaMmu, xapaktepHeiMu Uit Hb m HCI, ¢ menbio moaTBep kIeHHUS
JIMarHo3a OWOXMMHYECKMMH MeTogaMu U Ju((epeHIUanbHO JAMAarHOCTUKU C APYTHMH
HACJIeICTBEHHBIMU HapYyILIEHUsIMH OOMEHa BelecTs [56].

YpoBenb  yOeaurteanHocTH  pexomeHgauuii C  (YypoBeHb  J0CTOBEpPHOCTH
J0Ka3aTeJIbCTB — 3).

Kommenmapuu: Xapaxmepuoim ona HE u HCI aensiemcsi nogvlulenue KoHyenmpayuu
yposusi  f-eudpokcuuzosanepama, — L-MemMuIKPOMOHUNAUYUHA, — [-SUOPOKCUNPONUOHAMA,

Memunyumpama, rakmama u mueaunenuyuna (17, 46].

° PexomeHnoBaHo: MOJIEKYJIIPHO-TEHETHYECKOE HCcIeI0BaHue BapHUaHTOB
HYKJICOTHIHOH TociIeioBaTesIbHOCTH B reHe BTD BceM mamueHTaMm co CHIDKEHHON aKTHBHOCTBIO
(depMeHTa OMOTHHHIIA3Bl C LENbIO MOJATBEPXKACHHUS AMArHO3a Ha MOJIEKYJSPHO-TEHETHUYECKOM
ypoBHe [6].

YpoBenb  yGeaurTeanHocTH  pexomeHgauuii C  (YypoBeHb  J0CTOBEpPHOCTH
JI0Ka3aTeJIbCTB — 4).

Kommenmapuu: 6onvuiuncmeo namozeHHvix 8apuanmog y nayuenmos ¢ HB mocym
OvIMb BbIAGNEHBI ¢ NOMOWBIO CeKéeHuposarus no Caneepy 6cex 3K30HO8 U NPUNe2AOWUX K HUM
yuacmkos unmponos eena BTD, no 6 nebonvuiom npoyenme ciyuaes HyKieomuouvle 3amMeHbl ¢

npUMeHeHUueM CMAaHOapmHBIX Memooo8 obHapydcums He yoaemcs. Onucanvl credyioujue
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uacmoie mymayuu: ¢.98 104delGCGGCTGinsTCC (p.Cys33Phefs*36), komopas ecmpeuaemcs
npumepro 'y 60% nayuenmos xoms 0wl 6 o0owom annere [6], u mymayus c.1612C> T
(p.-Arg538Cys) [7]. Obe mymayuu npusooam xk momanvhou HE. Iloumu ece nayuenmol c
yacmuunoi HE umerom eapuanm €.1330G>C (p.Asp444His; D444H) ¢ oonom ainene 6
coyemaHuu ¢ NAmMoO2eHHbIM 6aAPUAHMOM, dccoyuuposannom c momanvhou HE [57]. Taxoce
docmamoyno uacmo obuapyosicusaiom eapuanmol c.13684>C (p.GIn456His) u c¢.1330G>C
(p.Asp444His), komopwvie npusodsim k momanvnoi HE [8]. Komnayno-cemeposzucoma
€.1330G>C; ¢.511G> A (p. D444H; AI71T) cuudsicaem axmusrnocms buomunudasel Ha 52% u
emecme ¢ eapuanmamu p.Cys33Phefs*36, p.GInd56His u p.Arg538Cys cocmasnsiem 65% ecex
cnyuaes HB [9, 10].

° PexomenoBano: MOJIEKYIIPHO-TEHETHYECKOE HCCIIeI0BaHNE BapHAHTOB
HYKJICOTHJHOI mocnenoBaTenbHocty B rene HLCS Bcem mnaumeHtaM ¢ HOpMasbHOM
aKTHBHOCTBIO (pepMeHTa OMOTHHHIA3BI, HO ¢ OHOXMMHYECKHMMH H3MEHEHHSMH, XapaKTepPHBIMH
nis HCT', ¢ nenbio MoATBEpIKACHUS UarHo3a Ha MOJIEKYIIPHO-TEHETHIECKOM ypoBHe [12].

YpoBenb  ybenurtenbHoctH — pexomengammii C  (YpoBeHb  JOCTOBEPHOCTH
JA0Ka3aTeJIbCTB — 3).

Kommenmapuu: Oonum u3 wacmuix eapuanmos sgisemes c.1522C> T (p.Arg508Trp;
P-R508W), obuapyscennvui 6 Taunanoe, Kumae, ®@panyuu, Upane u CLIA [11]. B Anonuu
npesanupyiom namoezennvie eapuanmol ¢.710T4C (p.Leu237Pro) u c¢.780delG (p. G261VfsX20)
[12], a 6 Kumae — ¢.1088T> A (V363D) [13].

. PexomMeHmoBaHo: 00mMi (KIMHUYECKUH) aHAIN3 KPOBH Pa3BEpPHYTHIH MAallMEHTaM C
KIMHUYEeCKHMMH TNpu3Hakamu, xapakTepHeiMu 111 HB u HCI, ¢ nenslo  BbIABIEHHS
HEHTpONeHUH, TPOMOOLIMTONICEHUH, TAaHIIUTONCHUH, aneMuu [58, 59].

Yposenr  yOeaurTenbHocTH  pexoMengaumii C  (YpoBeHb  J0CTOBEPHOCTH
J10Ka3aTeJIbCTB - 5).

Kommenmapuu: Hccneoosanue nposooumcs npu nepeéuyHol OuasHocmuxe u 6

OUHAMUYECKOM HADIIOOEHU.

° PexoMeH/10BaHO:  HUCCIECJOBAaHHE ypPOBHS  BOJOPOAHBIX HOHOB (pH)  KkpoBwy;
HCCIIeIOBaHHE YPOBHs Oy(epHBIX BEIIECTB B KPOBH; OOHApPYKEHHE KETOHOBBIX TNl B MOYE
ManueHTaM ¢ KJINHUYEeCKMMHU Tpu3Hakamu, xapaktepHeiMu it Hb m HCI, ¢ mensio

CBOEBPEMEHHOI KOPPEKLUH TEepaluH MPU MOJO3PEHHH Ha Pa3BUTHE MeTabOIMYEcKOro Kpusa

[58].
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YpoBenbp  yOeamteanHocTH  pexomenganuii C  (YypoBeHb  J0CTOBEpPHOCTH
JA0Ka3aTeJIbCTB — ).
Kommenmapuu: Jlabopamoprvimu npedgecmuUKam pazeumus MemadoIuyecKo2o

Kpu3a AeAI0Mcs MmeHOeHYuUs K Memaboauieckomy ayuoosy ¢ 0epuyumom oCHO8aHUIL.

. PexoMeH/10BaHO: KCCIICAOBAHUE YPOBHS TJIIOKO3bI, aMMHAaKa, MOJIOYHOH KHCIOTHI B
KpOBHM TalMEeHTaM C KJIMHUYECKUMHU Npu3Hakamu, xapakrepubiMu aiusi Hb m HCT, u npm
MOJO3PCHUH Ha METAOOJIMYECKHI aluI03 ¢ LEeNbi0 TUArHOCTUKH U CBOCBPEMEHHOW KOPPEKIIHU
Tepanuu [58].

YpoBenb  yGenuTeqbHocTH — pekomeHnammii C  (YpOBeHb  I0CTOBEPHOCTH

J10Ka3aTeJIbCTB - 5).

. PexomeHgoBaHoO: aHajau3 KpOBU OHMOXUMHUYECKUH oO1IeTepaneBTHYeCKHiA;
HCCIIeIOBaHHe YpOBHs oO0Imiero Oenka, oOmero OwiMpyOWHa, CBOOOJHOrO U CBSI3aHHOIO
OunupyOuHa, MOYEBHHBI, KPEaTHHUHA, Kajus, HATPHs B KPOBHU; OIPENENICHHE aKTHBHOCTH
acrapraraMMHOTpaHc(epasbl, alaHMHAMUHOTpaHc(epasbl, ramMa-rioramuwiTpaHcdepassl B
KpOBH TalMEHTaM C KJIMHUYECKMMH Tpu3Hakamu, xapakrtepaeivu aiusi Hb u HCI, ¢ mensro
BBISIBIICHUS TOpakeHust nedeHn [58, 60-62].

YpoBenb  ybeaurenbHocTH  pekomenaaumuii C  (ypoBeHb  /I0OCTOBEPHOCTH
JA0Ka3aTeJIbCTB — ).

2.4 ncTpyMeHTaIbHbIe IMATHOCTHYECKHE HCCJIeI0BAHUS

° PexoMeH/10BaHO: KOMIBIOTEpHAs TOMOrpadus TOIOBHOTO MO3Ta W/WUIM MAarHUTHO-
pe3oHaHCHas ToMorpadus ToJIOBHOTO MO3ra U [anHHoro M03ral MalUeHTaM C KIMHUYECKUMHU
npuzHakamu, xapakrepHbiMu 1t Hb m HCI, ¢ nenbio OLEHKH COCTOSIHHSI TOJIOBHOTO MO3Ta,
¢ depeHInaIbHON TUATHOCTUKY C JPYTHMH HACJIEACTBEHHBIMU 3a00I€BaHUSAMH H BBISBICHUS
n3MeHenui xapakrepsbix Juit Hb u HCI' [56].

YpoBenb  yOeamteanHocTH pexomenganmuii C  (ypoBeHb  J0CTOBEPHOCTH
J0Ka3aTeJIbCTB — 3).

Kommenmapuu: npu npogedenuu  KOMHbIOMEPHOU  momozpaguu/  MAazHUmMHO-
Pe30HaHCHOU momozpaguu 201061020 Mos2a 'y nayuenmos ¢ MHK evisenaiom kopkogo-
NOOKOPKOGYI0O  ampoguio, pacuiupenue JICeryooukog Mo32d, 3a0epicKy  MUETUHUIAYUU,
cyOOypanvhble CKONNEHUS HCUOKOCMU, CYOINEHOUMANbHbIE KUCMbL U SHYMPUICETYOOUKOBOE

kposouznuanue [17, 49, 63]. Credyem ommemumsv, ymo OaHHble HAPYWEHUS He ABNAIOMCS
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8bICOKOCTEYUDUUHBIMU U MO2YM HAOTI00ambcesi npu Opyeux 3abonesanusx. Hapkos npogooumcs

Nno NOKA3aHUAM.

° PexomeHnnoBaHo: aNeKTpodHLedatorpadus; anexTpodHuedanorpadus c
BHUJICOMOHUTOPUHIOM MAlMCHTaM C KJIMHUYCCKUMH NpU3HAKaMH, XapakrtepHbiMu s Hb u
HCT, ¢ nenbio cBOEBpEMEHHON TMarHOCTUKU U KOHTPOJIS JIGUSHHS dMuiencuu [56].

YpoBenb  yOeamteanHocTH pexomenganmuii C  (ypoBeHb  J0CTOBEPHOCTH
J0KA3aTeJIbCTB — 3).

Kommenmapuu: J[na HE u HCI xapakmepuvi snunenmuueckue Hpucmyns,

pe3ucmenmuvle K AHMUINUTIENMUYEKOUL mepanuu.

° PexoMeH/10BaHO: TOHATBHAS W/ WM PEYeBas ay JUOMETPHUS MALUECHTAM C KIIMHUYECKUMU
npusHakamu, xapakrepusiMu st Hb u HCI' ¢ nenbio BbIsIBIEHHMsI NOpaKeHHH opraHa ciyxa
[44].

YpoBenb  yoeaurenbHoctu  pexoMmengaumii C  (YpoBeHb  JOCTOBEPHOCTH
J0KAa3aTeJIbCTB — 4).

Kommenmapuu: y nayuenmos ¢ HE u HCI" nabmiodaemcs chudicenue ciyxa no mumny
Hetipocencopnou myzoyxocmu [24, 39, 44, 64]. Bpau-omonapuneonoz npogooum creoyoujue
ouazHocmuyeckue UCCIe008aHUs: UCCIe008AHUe BbI36AHHOU OMOAKYCIMUYECKOU IMUCCULL;
TMOHANbHAS  AYOUOMEmPUs, pedesas ayOuoMempus, uesposas ayouoOMempus,; pesucmpayus
6bI3BAHHBIX AKYCMUYECKUX OMEEno08 Mo32d HA NOCMOsAHHble Mooyruposantuvie moust (ASSR
mecm) npu OMCymcmeuu IKcCyoamuenHo2o omuma,). Mccneoosanus npogoosmcs 8 3a6UcCUMocmu

Om KAUHUYeCKOU cumyayuu.

2.5 MHble JHATHOCTHYECKHE HCCIEI0BAHUS

2.5.1 KoncyapTanuu U Ha0J101eHHEe CEeNHATHCTOB

s HabmiofeHUs MalueHToB ¢ ycraHoBieHHbIM quarHo3omM HB m HCI' Heob6xomumo
MPUMEHEHHE MYJIbTHANCIUIUIHHAPHOTO TOAXOAa BBUAY TOTO, 4YTO JaHHBIC 3a00JICBaHUS
XapaKTEePU3YIOTCSl MOPaKEHHEM MHOTHX OpPraHOB M CHCTEM, YTO, B CBOIO OUYEPEIb, AUKTYET
HEOOXOJIMMOCTh COBMECTHOTO BEJICHHs TMalMeHTa CHeHHATUCTaMH pasHbIX POQHIIeH.
Iloka3aHbl MepBUYHBIC M TOBTOPHBIC KOHCYJIBTALlMM Bpada-reHETHKA, Bpada-o(QTaIbMOJIOra,
Bpaya-HEeBpOJIOra, Bpaya-CypJ0Ji0ra-OTOPHHOJIAPUHIOIOra, Bpavya-liequarpa/ Bpada-TepaneBra/

Bpauya oOuied NpakTHKU (CeMEeWHOro Bpauda), Bpaya-JepMaToiora, a TakKe Bpauei Ipyrux
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cnermanbHocTed namuentam ¢ Hb u HCT', umeroniM HapymieHus: GyHKIMHA COOTBETCTBYIOLINX

OpraHoB U CUCTEM.

° PexomenmoBaHo: npueM (0OCMOTP, KOHCYJIBTALNs) Bpaya-0(hTaabMONIOTa NEPBUYHBIN U
MOBTOPHBIH MallMeHTaM ¢ KIMHUYECKMMU NpHu3Hakamu, xapaktepHsivMu 11 Hb u HCT', ¢ nensio
OIIpe/ieNICHUs] IOPaKeHU opraHa 3peHus [26].

YpoBenb  yOeamteanHocTH pexomenganmuii C  (ypoBeHb  J0CTOBEPHOCTH
J0KA3aTeJIbCTB — 4).

Kommenmapuu: npu Oebiome 3abonesanus 8 NOOPOCMKOBOM B03pacme OOHUM U3
nepgoix cumnmomos HBE u HCI sasensiomcs 3pumenvhvlie HapyuwieHusi (CHUdCeHUe 3peHus,
nosieieHue CKOmom, ampogus 3pumenvHuix nepeos) [24-26, 29-31]. Ioszoce mosicem pazsumuvcs
6He3anHAs nomeps 3peHus ¢ npozpeccupyrowel onmuyeckou Heuponamueu [30, 31]. Bpau-
ogpmanvmonoe nposooum credyouue OUASHOCMUYECKUe UCCIe008aAHUs: OPMANIbLMOCKONUS,
susomMempus, pe@hpaxmomempus, KOMNbIOMEPHAs NepumMempus, O@manbMOmMoHOMempus,
uccne0osanue YEemoouyujeHus, pecUcmpayus 3pUmensHbiX Bbl36AHHbIX NOMEHYUAI08 KOpbl
201061020 MO032a, OUOMUKpOhomospadus 21azHo20 OHA C UCNOTL30BAHUEM (HYHOYC-KAMepbl,
OUOMUKPOCKONUA 21a3H020 OHA, ONMUYECKoe UCCIe008aHUe 2006KU 3PUMENbHO20 Hep8a U CAOs.
HEpPBHbIX BOIOKOH C NOMOWbIO KOMNLIOMEPHO20 aHANU3amopa no nokasawusm. Hccneoosanue

nposooumcs 1 pasz 6 6 mecsyes u no NOKA3AHUAM.

° PexomenoBaHo: mpueMm (OCMOTp, KOHCYJbTAalMs) Bpada-ienaTpa, Bpada-TeHETHKa
nepBUYHbIA U noBTOpHBII BeceM aersiv ¢ Hb u HCI' ¢ nenbio Ha3HaueHHs MaTOreHeTUYecKoi
TepaIuu | Jajiee ee KoppeKuuu npu Heodbxoaumoctu [50].

YpoBenb  ybeaurenbHoctH  pekoMmengaumii C  (YpoBeHb  JOCTOBEPHOCTH
JI0KAa3aTeJIbCTB — 5).

Kommenmapuu: unmepsanst mexcoy suzumamu 00I4CHbL ONPeOeNIMbCsi UHOUBUOVATLHO
¢ ywemom 6o3pacma, msicecmu 3a001e8aHUsl, CMAOUTLHOCMU 00MEHA 8ewecma U coON00eHUs

ouemomepanuu.

. PexomennoBano: mnpueMm (OCMOTp, KOHCYNBTAIWs) Bpada-HEBPOJIOTa IEPBUYHBIA U
MOBTOPHBIA BCEM MAalMEHTaM C KIMHUYECKUMHU Ipu3Hakamy, xapaktepHsiMu aius Hb u HCI,
[P TOJO3PEHMH MM HAaJM4YMU HEBPOJOTHMYECKMX HapyHNIEHMH C LEJIbI0 CBOEBPEMEHHOMN
JIMarHOCTHKY U JICUCHHs BBIBICHHOI maToioruu [50].

YpoBenb  yOeauTeqbHocTH — pexomenganmii C  (YypoBeHb  10CTOBEPHOCTH

JI0KA3aTeJIbCTB — 5).
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Kommenmapuu: 6 pannem 6o3pacme 6 OOTbUWIUHCINGE CIYYdAe8 OMMeEUArmcs,
MUOKTOHUYECKUE NPUCMYNbL, HepeoOKo ecmpedaromcs unganmuivhvie cnasmol [20-22]. [pu
Odebiome 3aboneganusi 6 NOOPOCMKOBOM 603DACME, NEPEbIMU  CUMAMOMAMU  AGIAIOMCS
Mbluweynas crabocms, cnacmuyeckue napanapesvl [29]. B pade cnyuaes 3abonesanus
MaHugecmupyiom 3a0epiHcKoll ncuxomomoprozo paseumus. Llxana Anvbepma momopnozo
pazeumus maadenyed npugedena @ npunodicenuu I'l. Hnmepsanvl medncoy eusumamu 00a4CHbL

onpeoensimsvcsi UHOUBUOYATbHO C YUemoM 803PACMA U MAXCeCmU 3a0071e6aHUAL.

. Pexomeni0BaHo: npueM (TECTHPOBAHUE, KOHCYJBTALUS) MEIUIMHCKOIO IICHUXOJIOra,
Bpaua (Gpu3ndeckol U peabMIUTAMOHHONW MEIULIMHBI UM Bpaya, BHIOIHSAIONIETO ero (hyHKIUIO
(crenManucTa MO MEIUIMHCKOM peadwiuTaliu: Bpada Mo JieueOHOW (u3KynbType W Ip.)
NICPBUYHBIII U IOBTOPHBIH; pa3pa0dOTKa HHIUBUAYAIBHOM NPOTpaMMBI Je()EKTOIOTHUECKON
peabunuranuy; pazpaboTka HMHAWBUIYaJIbHOW HpPOrpaMMBbl JIOrONEAMYECKOW peaduiIuTanuu
nampedtTaM ¢ HBb u HCI' M MX ceMbsIM C ILE€IbI0 OKa3aHHUs IICUXOJIOIr0-IIeIarornyecKomn
oJ/ICPXKKH [65, 66].

YpoBenb  ybeaurtenbHoctH  pexomengaumii C  (YpoBeHb  J0CTOBEPHOCTH
JA0Ka3aTeJIbCTB — ).

Kommenmapuu: [layuenmam HeoOX00UMO mecmuposanue no  YMeepiICOeHHbIM
MemoouKkam Onsi onpeoeneHusi UHMeLIeKmyanbHo2o pazeumus. Illcuxonoeuueckas nomoujb
nayueHmam Mmodxcem nomped0o6amv Kypc 3AHAMUL 6 3A8UCUMOCTHU OM  UHOUBUOYATLHLIX

ocobennocmeil nayuenma u cemvu.

Venyeu noconeoa:
®  Meouko-noconeduueckoe ucciedosanue npu oucgazuu,
® Meouko-noconeduueckoe ucciedogamue npu agasuu,;
® Meouko-nozoneduueckoe uccie0o8anue npu OuU3apmpuu;
®  Meouko-noconeduueckas npoyedypa npu oucpazuu,;
® Meouxo-noconeduyeckas npoyedypa npu agazuu;
®  Meouko-noconeduueckas npoyedypa npu Ou3apmpuu;
® Meouko-no2oneduteckas MoHAILHO-PUMMUYLECKAS NPOYedypa;
®  Meouxo-noconeduueckas npoyedypa ¢ UCnoab308aHUEM UHMEPAKMUBHBIX

UHDOPMAYUOHHBIX MEXHOTOUIL.
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2.5.2 TuddepeHunanbHasi TMATHOCTHKA

[Nanuenram ¢ KIMHUYECKUMHU Ipu3HaKkamu, xapakrepubiMu uist Hb u HCI', neo6xonumo
MIPOBEJCHUE nmuddepeHnnanbHON JTNaTHOCTUKU c MEHHUHTUTOM, MEPBUYHBIM
HMMYHOAEGUIIUTOM, >HTEPONATHUCCKUH aKpOAEPMATHTOM, HEHPOCEHCOPHOH TYrOyXOCThIO,
ayTH3MOM, MHeNIonaTHeil, aTpodueil 3pHUTEIBHOrO HepBa, CEOOPEHHBIM JEPMAaTUTOM,
MHOPAHTHIHHBIMHU ClTa3MaMH, 3a00JICBaHUSIMU CIIEKTpa ONTHKOHeBpoMmuemuTa [50, 51].

Anroput™m  muddepennmansHoit  nuarsoctuku  MHK ¢ apyrumu  3aboneBaHusiMu,

acCOLMMPOBaHHBIMY ¢ n3MeHeHueM ypoBus C5SOH, npusenenst Ha puc. 15 B npunoxennn b.

3. JleyeHue, BKJIIOYAS MeIMKAMEHTO3HYIO U HEMEeTUKAMEHTO3HYI0 Tepanuu,
JHEeTOTepanuo, 00e3001UBaHNEe, METUIIMHCKHE MTOKA3AHUS U

MPOTUBONOKA3aHUA K IPUMEHECHUIO METOA0OB JICYCHUSA

OcHoBHble npuHImnel Tepanuu npu HB m HCI HampaBneHsl Ha mnpenoTBpalleHHe
MeTaboINYeckod  JEKOMIEHCAMU  (MeTabOIMYecKoro KpH3a), CHIKCHHE O00pa3oBaHHUS
TOKCHYHBIX OPTaHUYECKUX KHUCIOT, MPEAYHPEeKACHUH PAa3BUTUS TOKCHYECKOTO HMOPAKCHUS
TKaHel TOJIOBHOTO MO3ra M BHYTPEHHHUX OpPraHoB, ¢ OOECleueHHeM IpH 1TOM IPOLECCOB
HOPMaJIbHOTO POCTa ¥ PA3BUTHS JACTCH.

OcHOBHbIMU KOMIOHEeHTaMu JieueHus: nauuentoB ¢ Hb n HCI' sBnstoTes npenapatst
O6uoruna. [lo moka3zaHMsIM Ha3HAYAIOT MPOTHBOIIMJIENITHYECKUE IIpenaparbl U APYrue BUJBL

CHMITTOMAaTHYECKOM TEparuu.

3.1 [IaToreHeTHYECKOE JIEUeHHE

Ianuentam ¢ TotansHoi Hb n HCT' Ha3HauaioT JeKapCTBEHHBIE NpEHapaTsl OUOTHHA B
BBICOKMX J1033aX C I1I€JbI0 MATOr€HETHYECKOoro jedeHus [67]. Y Bcex neredl ¢ KIMHUYECKHUMU
nposisierusmu Hb u HCT' nmpoucxoaut ysrydieHue mociie JieueHuss OMoTHHOM B j103e 5-10 mr B
JeHb. Bce nanueHTsl, BBISIBICHHBIE P TPOBEJCHUH HEOHATAIBHOIO CKPHHUHTA C aKTUBHOCTHIO

o6uoruHnazsl Meree 10%, TOIDKHBI MOTyYaTh JEKapCTBEHHBIE MpernapaTbl OMOTHHA.

Pexomenmyembie 1036l BputaHckoro HamumoHanbHOTo (opmyisipa s aereir (BNFC)
[68]:
. HOBOPOJK/ICHHBIE: 5 MI' OZIMH pa3 B CYTKH, 0ObIYHAs MOAJEpKUBatonias no3a 10—

50 Mr B CyTKH, MOTYT IOTpeOOoBaThes Goiee BHICOKUE 1031,
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° ot 1 mecsia 0 18 set: 10 Mr 1 pa3 B cyTku; 0ObIUHAs HOAICPKUBAIONIAs 103a

10-50 Mr B cyTKH, HO MOXET ToTpedoBaThest 10 100 MT B CYTKH.

buotun Bxomut B coctaB BAJl u 0OBIYHO BBIMYCKAeTCsl B BHJIC TAOJETOK MM KarlCyJl
(OonbIIas 4acTh KOTOPBIX MPENCTABIAET COOOH HATIOJHUTENb: KOJMYECTBO OMOTHHA HUYTOXKHO
MaJI0 TI0 CPaBHEHUIO C KOJMYECTBOM HamonHutens). YtoObl narh OMOTHH MIIAACHIYy WU
peOeHKy MITafilero Bo3pacra, TablIeTKy MOXHO pacTo04b WIIM CMEIIATh COJEPKUMOE KarCyJIbl
C IPpyIHBIM MOJIOKOM HWJIM CMECBIO B JIOXKKE, H03aTope JiekapcTB wiu mmpuue. Coaepxumoe
TaOJEeTKH WM KarcyJibl He CIeIyeT MoMeNarh B OyThIIOUKY, HOTOMY YTO CMECh MPUIIMIHET K
OyTBUIOYKE W/UITK HE CMOXKET ITPOMTH Yepe3 COCKY, YTO MPUBEIET K HENOCTOSIHCTBY J103.

XoTs1 OMOTHH MHOT/IA BBIITYCKACTCsl B BUE PACTBOPA MIIM CUPOIIA, KHJIKUE [IPeraparsl He
CTOUT NMPUHUMATh, TAK KaK CMECh, KOTOpAst MPEACTABIACT CO00H CyCIICH3HIO, UMEET TCH/ICHIIUIO
ocenath (0COOCHHO TMpH OXJaxaeHHH). JKuakue mnpenapatbl OOBIYHO HE 00ECHEYHBAIOT
MOCTOSIHHYIO JI03y U HE JIOJDKHBI T0OABISITHECS B MOJIOKO B OYTHUIOUKE.

Ha ¢one Tepanuu 6HOTHHOM MPOUCXOAUT HOPMATHM3AIM META0OIMYECKHX MOKa3aTenen
U KYMHUPYIOTCSI SMUICHTHYECKHE PUCTYIBL. POCT Bosoc y aereit ¢ anonerueil BO30OHOBIIsETCS
yepe3 HECKOJIbKO HeZedb MM MecsueB. ATpo(usl 3pUTENbHOTO HEepBa M MOTEPS ClIyXa MOTYT
COXPAHATHCSI, OCOOCHHO €CJIM JieueHHe ObUI0O HayaTo IO03JHO Ha (OHE BBIPAKEHHBIX
HEBPOJIOTHYECKUX HApyIICHHH.

C MOMEHTa MOSBJICHUS CKPUHHHIA HOBOPOXKICHHBIX Ha HB M3BECTHO 0 MHOXKeECTBe
nereit ¢ cumnromamu 4yactuyHoi HbB, koTopble He MPOXOOUIM CKPUHUHI WM HE JICUHIUCH
MOCJIEe TOTO, KaK OBUTH BBISBICHBI CKPUHUHTOM. CHMITTOMBI MOSIBIISIFOTCS B COCTOSIHHM CTpecca
13-3a HHQEKIMN WK YMEPEHHO TSDKEJIOT0 racTpodHTepuTa. [lockonbky OMOTHH Oe30maceH U He
oOnanaer M3BECTHOM TOKCHYHOCTBIO, MHOIME HpPOrpaMMbl CKPHMHUHIAa HOBOPOXKIEHHBIX,
ocoberno B CoenuHennbix lllTarax Amepuku, Ha3HayarOT AeTsM ¢ 4yactuuHod HB neuenune

OMOTHHOM B CyTO4HOU 103€ oT 1 10 5 Mr [67].

3.1.1 JleyeHHe MAMEHTOB B MePHO META00INYECKOT0 KPH3a

HpI/I yrpose Wik B CiIyda€ pa3BUTHA MeTabO0JINYECKOro Kpu3a JI€YCHHUE JOJIKHO
HAQ4YUHATbCA HE3aMECIJIUTECIIBHO. Jleuebubie MEPONPUATHA HANpPaBJICHbl Ha MPEKPAIICHUE
06pa3OBaHI/Iﬂ U HaKOIUIEHUSI TOKCUYHBIX OPraHU4YC€CKUX COCJIMHEHU M BBIBEJICHUE HUX U3
OpraHnusma. TakTHka JIedeHUS ,Z[CTCﬁ B II€pUOA KpH3a BKIIFOYACT KOPPEKIUIO MeTaboJINIeCKOro
anuao3a U BOAHO-DJICKTPOJIMTHBIX Hapymel-mﬁ, a TakKXC ODHEPICTHYCCKYHO ITOAACPKKY. HpI/I

yrpo3e WIM B ClIydae pa3BUTHS MeETa0OJIMYECKOrO0 Kpu3a HeoOXOoAuMa 9SKCTpEHHAs
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TOCITUTANM3AMA C IENbI0 HE3aMEUIUTENPHOTO IPOBEICHUS HWHTCHCHBHOM Tepanmuu U
MIPEIOTBPALIECHHS KU3HEYTPOXKAIOIINX OCIOKHEHHUIH.

Jleuenne MeTabONMNYECKOTO KPH3a MPOBOIUTCS B OT/CICHUH PCAHUMAIIMH HHTCHCHBHOM
Teparmid  BPauOM-aHECTE3HOJIIOTOM-PEaHHMMATOJIOTOM, a  TaKKe  JAPYTMMH  BpadaMu-
CIIeNMaINCTaMH (BPad-HEBPOJIOT, Bpad-HE(PPOIOT, Bpad-racTPO’HTEPONIOr U 1p.). B mepuon
KpPH30B HEOOXOAUMO BBEAEHHE [CKCTPO3bl BHYTPHBEHHO AAXKE IPU HOPMAIBHOM YPOBHE
TJIFOKO3BI IS TTOJIPKaHUs €€ KOHIIEHTPALMH Ha BEPXHIOK I'PAHUIy HOPMBI, YTO IO3BOJISET
noaaBiATh keroreHes. Ilpu cHwkenun ypoBHs pH (<7,1) mpoBoasT OOJIOCHOE BBEICHHE
OukapOonara (1 MMonb/kr B Teuenue 10 MuHYT) ¢ nocienyromuieil HenpepsiBHON HHbY3uel. [Ipu
9TOM CIEAyeT MPOBOANUTE MOHUTOPHHT KHCIOTHO-OCHOBHOTO COCTOSIHHSI U 3JIEKTPOJIUTOB,
9ro0bl M30€XaTh TUIEPHATPUEMHHM M THIOKAUINEMHH. B TOKENbIX CIIydasXx MOXeT

l'IOTp€6OBaTLC$[ HCpHTOHCaHLHLIﬁ AUaJin3 WK UCKYCCTBECHHAA BEHTUIALUA JICTKUX.

3.2 CumnToMaTH4yecKoe JeYeHHe

° PexomenmoBano: mpueMm (OCMOTp, KOHCYNbTallUs) Bpada-HEBpOJOTra, Bpada-
o TanpMoI0ra, Bpaua-Cypaoaora-oTOpHHOIAPUHT0JI0ra IEPBUYHBIA U MOBTOPHBIN MAIUCHTAM C
Hb 1 HCI npu Hanmuuuy NOKa3aHUi ¢ LeNblo CUMITOMATHYECKOro JedeHus [26, 50, |69[].

YpoBenb  ybeaumreanHocTH  pexomeHgauuii C  (ypoBeHb  J0CTOBEpPHOCTH
J0Ka3aTeJIbCTB — 4).

Kommenmapuu: Hccneoosanue npogooumces ne pexce 1 paza 6 6 mecsayes.

3.3 Xupypruueckoe JieueHue

° PexomenaoBano: xoxiueapHas mMriantanus nmanueHTam ¢ Hb mw HCT, crpaparommm
HEHPOCEHCOPHOH TYrOyXOCThIO, C LIEJIbI0 BOCCTAHOBJICHHIO cityxa [64].
YpoBenb  yoeauTeabHocTH  pekomeHaanmii C  (YpoBeHb  /I0CTOBEPHOCTH

JI0Ka3aTeJIbCTB — 4).
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oTopuHonapuHronorom! [69]
ccblnkamm)

([4]): HaiiTn ccbinky ¢
(Tomnbko €ero, ocTanbHble Bpaun ¢




4. MeanuuHCKasi peaduINTaIMsA U CAHATOPHO-KYPOPTHOE JiedeHue,
MEIUIHUHCKHE MOKA3AHUA U MPOTUBONMOKA3AHUA K IPUMEHCHUIO METOA0B
MeIUIMHCKOH pea0uIuTalMHi, B TOM YHcJie OCHOBAHHBIX HA MCIO0JIb30BAHMH

NPUPOAHBIX Jie4eOHbIX (haKkTOpOB

Cnemuduueckoit peabmnuranmm mnanueHtram ¢ MHK  He Tpebyercs. B xpyr
peabmIuTannoHHEIX Meponpuatuii marueHtaM ¢ MHK Moryr ObITh BKIIOUEHBI 3aHATHA C
NICUXOJIOrOM/HEHPOIICHXOJIOTOM, JIOrONeOM-1e()eKTOJIOrOM, OTABIX B CHELHaIN3HPOBAHHBIX
CaHATOpUAX, a TakkKe COLMAalbHAs aJaNTalus C Y4acTHEM CHELUAIUCTOB M COLHAJIBHBIX

PpabOTHUKOB, KypChl Maccaxka.

5. IlpodunakTuka u JUCHAHCEPHOE HAOII0eHe, MeIUIMHCKIE MOKA3aHUA 1

NMPOTHUBONOKA3aHUA K IPUMEHCHUIO METO10B HpO(l)I/IJIaKTI/lKI/I

5.1 IIpopnaakTuka

MNanuenram ¢ Hb u HCI' crnepyer mpoBOAWTH NMPOGHIAKTHYECKYIO BAKLIUHAIMIO B
COOTBETCTBHM C HAlMOHAJIBHBIM KaJeHAApeM Npo(UIaKTHUYECKUX TPHUBUBOK, BKJIIOUAs
BaKIMHALMIO IMPOTHB TpPUIIAa M POTABUPYCHOW HH(MEKUUH, € COOJIIOJCHHEM BO3PACTHBIX
OTPaHUYCHUH MMMYHOOHOJOTHYECKHUX IIPENapaToB Ha ()OHE CTPOTOro BBHIIOIHEHHS JIE€UeOHBIX
Ha3zHayeHu# ¢ uenblo (GopMUpoBaHUs YPPEKTUBHOTO UMMYHHOTO OTBETA U NPEJOTBpAILEHMS
pa3BUTUS METa0ONMYECKHX KPU30B. BakmuHAIUWIO 11€1ecoo0pa3Ho MPOBOAUTH MO KOHTPOJEM
CIIEIMATIICTOB, MMEIOIINX OMBIT PadoThl ¢ MAleHTaMU C MeTabomudyecKuMu OonesHsMu. B
MIOCTBAKIMHANBHOM IEPHOJE CllelyeT HMPHCTaIbHO HAOMIOATh 32 IMPHBUTHIMH C IIOBTOPHBIM
H3MEpeHHeM TeMIeparypsl Tena. [Ipu amarHocTupoBaHHMU Jmxopaaku >38,0°C HeoOXoaumMo
HE3aMEUTNTETPHOE ~ HA3HAYEHWE KApOTIOHWKaromeil  Tepamuu  (MapameTamon WM
uGynpoden”).

INanuenram ¢ Hb u HCI Taroke cnenyer uzbderats ynorpeOiaeHHs ChIPbIX SIML, TaK Kak
OHH COJIeprKaT aBUAWH — SIMYHBIN O€NIOK, KOTOPBIA CBA3BIBACT OMOTHH, TEM CaMbIM CHIDKAs €T0

ouonoctynHocts [70].

. PexomeHnoBano: mpueM (OCMOTp, KOHCYJIBTAllMs) Bpada-TeHETHKA II€PBUYHBIN
nanueHTy ¢ auargosoM Hb uw HCI wmm ero oduuuanbHBIM IPEACTaBHTEISIM C LEIBIO

TIPOBEJICHUS MEIMKO-TEHETUYECKOTO KOHCYIbTHpoBaHus [50].
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YpoBenbp  yOeamteanHocTH  pexomenganuii C  (YypoBeHb  J0CTOBEpPHOCTH
JA0Ka3aTeJIbCTB — ).

Kommenmapuu: xax u npu opyux aymocomMHo-peyeccushvix 3abonesanusx, npu HE u
HCT ona xaosicooii bepemennocmu puck podcoenus pebenka cocmasniem 25%. Ilpenamanvras
ouazHocmuka 3a001e6anutl, KOmopwvle Nnoooarmcs dp@ekmusHol mepanuu, 603MOICHA, HO
smuyecku comnumensvua. Pewenue o ee npogedenuu 00nx#cHo Obimb NPUHAMO NOCie NOOPOOHO20

00cycOenUs ¢ cembell 8CexX PUCKOS.

5.2 JlucnancepHoe HA0JII0IeHHE

Exerogno manments! ¢ ycraHoBiaeHHbIM auarHo3oM Hb m HCI' momkHBI mpoxoauTsb
yryOneHHylo aucnaHcepusanuio. s HaGnIoneHus: NanueHToB HEoO0XOJUMO IPUMEHEHHE
MYJbTHAUCIMIUIMHAPHOTO MOAX0Ja BBHAY TOTO, YTO JAHHBIC 3a00JICBaHUS XapaKTEPU3YIOTCS
MOPOKEHUEM MHOTHUX OPraHOB M CHUCTEM, YTO B CBOIO OYepedb IMKTYEeT HEOOXOJUMOCTh
COBMECTHOTO BEJCHHUS MalMeHTa ClenuaaucTaMu pasHbix npoduieil. C nenpio obecrieueHus
KOMIIJICKCHOW Tepanud W CBOCBPEMEHHOW e€ KOPPEKIMH NpU HEOOXOIUMOCTH TOKa3aHbI
MEpBUYHBIE M TOBTOPHBIC KOHCYJbTAllMM Bpadya-TeHETHKa, Bpaya-odraipMmoiora, Bpada-
HEBPOJIOTa, Bpaya-Cyp0JIora-oTOpHHOJIAPUHIOIOra, Bpaya-neauaTpa/ Bpadya-Tepanenra/ Bpaya
oOmiell mpakTHKU (CeMEfHOro Bpaua), Bpada-IepMarToliora, Bpadya-peabWiINTONIora, a TaKke
Bpaueil apyrux cnenuansHocted manueHtam ¢ Hb uw HCI, umeromum HapynieHus ¢yHKIHi
COOTBETCTBYIOIIMX OPTaHOB U CHCTEM.

IlanueHTl ¢ CHMIITOMATHYECKON SIHJICIICHEeH HYXIAIOTCd B HAONIOJCHUH Bpadva-
HEBPOJIOTa C ONBITOM pabOThl ¢ MalMeHTaMu ¢ snuiencuei. [lanuenTam ¢ MeTaboaMYeCKUMHU
3a00JIeBaHUSAMH TaKKe HEoOXOIMMO HaONIoJeHHe Bpada-o(TalbMOJIOra B CBSI3H C BBICOKUM
PHCKOM Pa3BUTHS aTPOGHH 3pUTEIBHBIX HEPBOB.

Taroke OCYLIECTBISIOTCS HEOOXOIUMBIC peaOHIHTAIlMOHHBIE MeponpusaTus. Pomurenn
JOJDKHBI OBITH OOy4YeHBI HpaBHJIaM OpraHU3allMM Teparnud B MEKIPHUCTYIHBIA MEpHOA U B
MEPUOJ YIpo3bl MeTaboIuYecKoro Kpusza. Y peOeHka mpu cebe Bceraa J0DKHA HaXOIUThCS
namsTKa C YKa3aHUEeM HEOTJIOKHBIX MEPOIPHITHII B IEPUOJ HAUMHAIOMIETOCS METa00IMUECKOTrO

Kpu3a.
. PexomennoBano: oOmuii (KITMHUYCCKUI) aHAIN3 KPOBH Pa3BEPHYTHIN BCEM MallieHTaM

¢ nuarno3oM HB u HCI ¢ nenbio BbIsBICHUST HEHTPONIEHUH, TPOMOOIIUTONICHNH, TAHI[UTOIICHHH,

anemuu [58, 59].
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YpoBenbp  yOeauTeabHOCcTH  pekomeHaanmii C  (YpoBeHb  /I0CTOBEPHOCTH
JA0Ka3aTeJIbCTB — ).
Kommenmapuu: Obwuii (kiunuveckuii) paseepHymulii aHAIU3 Kpogu KOHMpPOIUpyemcs

ne peaice 1 pasa 6 200.

(] PexomennoBaHo: aHan3 KpPOBH OuoxumMuuecKuit o0meTepaneBTHYECKHH;
HCCIIeIOBaHHE YPOBHS ajibOyMHHa, TJIFOKO3bI, 001ero 6einka, ooiiero OminpyouHa, CBOOOHOrO
W CBSI3aHHOTO OWIMpPYOWHA, MOYCBHHBI, KPECaTHHUHA, KaJWs, HATPUS B KPOBH; OIpEICICHHE
AKTUBHOCTH acrapraTaMHHOTpaHCc(epasbl, alaHUHaMHHOTpaHCc(epasbl, ramMma-
riotTaMuiItTpadcdepassl B kpoBH narueHtam c¢ aumarHosom HB u HCI' ¢ nenbio BbIABICHUS
nopaxkeHust edenu [58, 60-62].

YpoBenb  yOeauTeabHOCTH  pexkoMmeHaaumii C  (YpoBeHb  /I0CTOBEPHOCTH
J0Ka3aTeJIbCTB — ).

Kommenmapuu: buoxumuueckuii anaius Kposu KoHmpoaupyemcs He pexce 1 paza 6 200.

° PekoMeH/I0BaHO: KOMILICKCHOE OIPEC/ICHIE KOHICHTPAIMH HA aMHHOKHCIOTHI U
AIIKAPHATHHBI B KPOBH METOJIOM TaHAEMHON Macc-CIHEKTPOMETPHH MAIlEeHTaM C IHarHo30M
Hb 1 HCT ¢ nensto koHTpons Tepamnuu [55].

YpoBenb  yGenuTeqbHocTH — pekomeHnammii C  (YpOBeHb  I0CTOBEPHOCTH
J10Ka3aTeJIbCTB — 4).

Kommenmapuu: Yposnu C50H 6 kposu 6 pesyivmame JjiedeHuss OO0NICHbL OblMb

i’lpuﬁ]luﬂl(‘eHbl er(p@peHCHblM 603pACMHbIM 3HAYEHUSM.

. PexoMeH/10BaHO:  HCCIICIOBAaHHE yPOBHA BOAOPOAHBIX HOHOB (pH) kpoBy;
HCClIeIoBaHKE YpOBHsS Oy(epHBIX BellecTB B KpoBU mamueHTaM ¢ guarHozom HB u HCIL ¢
LENBI0 CBOEBPEMEHHOI KOPPEKIMH TEPaIMy IIPH MOZO3PEHUM Ha Pa3sBHTHE METa0OJMYECKOTO
Kpu3a [58].

YpoBenb  ybenutenbHoctH — pexomengammii C  (YpoBeHb  IOCTOBEPHOCTH
J0Ka3aTeJIbCTB — 5).

Kommenmapuu: KpamHocmb npoeedenwz aAHaIUu306 3asucum om CoOCmoAHUS nayuenmada.
[ ] PexoMeHI0BaHO: KOMITJICKCHOE OIIpeACJICHUE COACPKaHUSA OPraHUYCCKUX KHUCIOT B

moue mammeHTam c¢ guarHosoM HB w HCI' ¢ 1menpio CBOGBPEMEHHOTO  BBISBICHUS

MeTa0OJINYECKNX HapyIICHUH U PEeJOTBPAILCHUS pa3BUTHSI METa00IN4YecKoro Kpu3a [56].
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YpoBenbp  yOeamteanHocTH  pexomenganuii C  (YypoBeHb  J0CTOBEpPHOCTH

JA0Ka3aTeJIbCTB — 4).

KOMMeHmllpllM.‘ Kpamnocmb }’lpO@EdeHMﬂ AHAIU306 3asucum om COCMOAHUS nayuenmada.

° PexoMeH/1I0BAHO: AMCTIAHCEPHBII NpHeM (OCMOTP, KOHCYJIBTAIMA) Bpada-0(TaIbMOJIOra

nanueHTam ¢ auaraosoM Hb u HCT npu Hanuunu nono3peHuii Ha HOpakeHUue OpraHa 3peHHs, B
TOM YHCIIe BO3MOXKHOTO Pa3BUTHs aTpoQuu 3puTebHOro Hepsa [26].
YpoBenb  yOeauteabHocTH  pekomeHmammii  C

(YpoBeHb  10CTOBEPHOCTH

JI0Ka3aTeJIbCTB — 4).

lI(t)MJueHmapuu: Ilpuem nposooumcs estcecoono nocne 6 nem nayuenmam ¢ H5 u HCT'.

. [Pelcomeﬂuonaﬂo: JIUCTIAHCEPHBIA TpueM (OCMOTp, KOHCYJbTallMsl) Bpauya-HEeBpOJIOra

nauueHTaM ¢ auarsosom HB w HCI ¢ uenpto MOHHTOpUHIA COCTOSIHHS U CBOCBPEMEHHOTO
BBISIBJICHUS TIATOJIOTUU HEPBHOU cuctemsl [50].
YpoBenb  ybeaurtenbHocTn  pexkomenpauuid  C

(YpPOBeHb  10CTOBEPHOCTH

JI0KA3aTeJbCTB — 5).

Wommeumapuu:

o [PeKOMelmonaHo: JIMCTIAHCEPHBIH TpHeM (O0CMOTp, KOHCYNbTAlHUs) Bpada-CypHojora

marmerTaM ¢ guarHosoM Hb mw HCI' ¢ mensro MOHHMTOpPHHTA COCTOSIHUS M CBOEBPEMEHHOTO
BBISIBIICHUS HapylLleHus ciyxa [71].
YpoBenb  ybeauTenbHocTH  pexkoMenaamuii  C

(YPOBeHb  /10CTOBEPHOCTH

J0KA3aTeJIbCTB — 5).

lewneHmapuu:
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([51): cornacosats ¢

'(;'d)TaJ'IbMOJ'IOFO'I\'II
A p ([6]): yacTora nposegeHua?
(NpoBEPUTL NO KaxAoMy MyHKTY)

p ([71): cornacoBaTtb ¢
oghTanbmMonIorom

A p ([8]): yacTora npoBegeHua?
(NpOBEPUTBL MO KAXAOMY MYyHKTY)

p ([91): cornacosatb ¢
opTanLMonorom

No6:

Jil p ([10]): yacToTa npoBeaeHusa?
(NpOBEPUTBL MO KAXKAOMY MYyHKTY)




6. Opranusanusi MeJUIUHCKONH MOMOLIM

ITokazanus u1st MIaHOBOM TOCIUTAIN3ALUMHI B MEAULIMHCKYIO OpraHU3aLUIo:

1.

ITpoBeneHue NUArHOCTUKU U JIeYEeHHMs, TPeOYIOIIUe MPOAOIKUTENIBHOTO (JHEBHOE HIIN
KPYTJIOCYTOYHOE TPeObIBaHNE) MEIUIHCKOTO HAONIOACHNS M MOHHTOPHHIA KIMHUKO-
J1a00paTOPHBIX MOKA3ATENEH;

HeoOxoquMocTh INpOBEJEHMS PA3MYHBIX BHIOB OSKCIEPTH3 MM OOCICIOBaHUS B
MEINIMHCKOH OPraHW3alMi TPH HEBO3MOXHOCTH MPOBEACHHS HX B aMOyJIaTOPHBIX
YCIOBUSIX (B TOM yucie othopmieHne 3aKJIIOUEHUS (benepanpbHOTO

KOHCHWJINYMa/BpaueOHONH KOMUCCHUH).

TTokazanus JUT 3KCTp6HHOﬁ TOCTIMTAIN3allUU B MEJUIIUHCKYIO OPTaHU3ALUIO:

1.

OCTpBIe yrpoxaroumue Jid KU3HU U PpasBUTHUA OCJIO)KHEHU I COCTOsIHMSA, TpeGy}omI/Ie
HCOTJIOKHOI'O JICUCHH, B TOM 4YHCJIC MHTEHCHUBHOM TEpaluu, a TAaKKE€ KPyrijloCyTOYHOT'O
MEOULIUHCKOT O H3.6J'IIO,Z[€HI/IH U TIPpOBE€ACHUSA CIICHIUAJIBbHBIX BHUIOB 06CHCI[0B3.HI/I$I u

JICUCHUA.

Tloka3zaHus K BBIITUCKE nmanqueHTa U3 MCZ[HHHHCKOﬁ OpraHusanuu:

1.

OTcyTcTBHE YIpO3bl AJIS )KM3HU MALMEHTA U YIPO3bl Pa3BUTHS OCJIOKHEHUH, TPEOYIOMUX
HEOTJIOXKHOTO JIEYEHHs 110 3aBEPILEHUHU TUarHOCTUYECKUX MEPOIIPUSITHH.

Crabunu3anust COCTOSIHHMSL W OCHOBHBIX — KIMHHKO-Ta0OpAaTOPHBIX — IOKa3aTenei
MIAaTOJOTHYECKOTO  IPOLEcca, OTCYTCTBHE HEOOXOAUMOCTH B  IPOAOKHUTEIBHOM
MEIULITHCKOM HaOMIOACHUH (IHEBHOE WIIH KPYIIIOCYTOYHOE IIPEObIBaHHKE);

BemonHeH 1aH o0CIENOBAaHMS W JICUCHUS IAIMCHTA, MAHBI PEKOMEHIAIMU II0
JabHEHIeMy HAOIIOICHUIO U JICYCHHIO.

HeoOxoauMocTh mepeBoja MalMeHTa B JPYroe MEIUIMHCKOE YUPEkICHHE WU

YUpCKACHUEC COLIUATIBHOTO obecrieucHws.
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7. Jonoanurtensuasi uHGopmanus (B TOM yucie GakTopbl, BJAUSIONIHE HA

HCX0/ 32001eBaHUS WM COCTOSTHMSA)

IIporao3 cocTosiHUS M YPOBHS IICHXWYECKOTO PA3BUTHA TMAIlMEHTA 3aBHCUT OT TSKECTH
3a00JIeBaHMs, a TAKXKE CPOKOB Hayasa CrelMalu3upOBaHHOMN Tepamuu.

Ilpu CBOEBpEMEHHOH KOPPEKLMH U OpPOGHIAKTHKE METabONIHYeCKUX KPH3O0B,
COOJIIO/ICHUH U CTPOTOM KOHTPOJIE MATOreHETHUECKOM Tepariy U CUMIITOMATHYECKOTO JICUCHHS
MPOTHO3 JJISI XKM3HHU OJIArONIPHUSTHBIN.

Ilpu cBoeBpeMEHHO HAa4yaTOM JIEYEHHUM CUMIITOMBI, KakK IIPaBUJIO, OTCYTCTBYIOT.
OtcyrcrBue Teparmuu npu TotaabHoit Hb 1 HCT npuBoAnT K HEBPOJIOTHUECKIM OCIOKHEHUSM,
BKJIIOYAsi ~ YMCTBEHHYIO  OTCTAJIOCTb,  HApyIIEHHs  CO3HAHUS  BIUIOTh IO  KOMBI,
(hapMaKoOpe3UCTEHTHO! ITUIICTICHH.

OmHMM 13 BaXHEWIMX MOAX010B K paHHel nuarnoctuke Hb m HCI sBnsiercs ckpuHUHT
HOBOPOXKIECHHBIX. fHE‘ COOTBETCTBYET KPHUTEPHSIM BKIIOYEHUS B CKPUHUHI HOBOPOXKICHHBIX U

MIPOBOAUTCS BO MHOI'MX APYI'UX CTpaHax MUpa.

KpnTeplm OIleHKH KaYecTBa MeIUIMHCKOH MOMOIIHT

Ne Kpurepuu kauecra Onenka BbINOJHEHHS

HpOBeHeHO KOMIIJIEKCHOE ONPEACIICHUE

KOHIICHTpAallM Ha aMUHOKHCIIOTHI U alTUJIKAPHUTUHBI

1. na/Her
B KpoBH MeTooM TMC nipu yCTaHOBJIEHUH AUArHO3a
Hb u HCT'
IIpoBeneHO KOMIIIEKCHOE ONPENENCHUE CONEPIKAHMS
2. OPraHUYECKUX KUCIOT B MOYE IIPU YCTAHOBJIECHUU Aa/Her
nuarno3a Hb u HCI

HpOBCIICHO OIIpEACIICHUE aKTUBHOCTHU 6I/IOTI/IHI/IZ[8.3LI
3. IIpHU YCTAHOBJICHUHM JUAarHo3a nmalnuceHTam C l[a/HeT

KJIMHUYECKUMHU Ipu3HakamMu Hb

[IpoBeneH MOJIEKyISIPHO-TeHETHYESCKUI aHATI3 TCHOB
4, BTD u HLCS nanuenram ¢ OMOXUMHUYECKUMUA na/Her

npusHakamu Hb u HCT'

[IpoBeneHa KOHCYIbTALMS Bpaya-TeHETHKA PU
5. na/mer
ycranoBieHun nuarsosa Hb m HCT
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([11]): aHCI?




Ha3nauena Tepanus OHOTUHOM IIPU YCTaHOBICHHOM

nuargoze Hb u HCI'

na/ner

BerinonHeHbl MEpONPUATHUS 110 KOPPEKLUH TEPANIUH U

IIPOBEACHUIO HHTEHCHUBHOM TCparuu pu na/mer

MeTaboInIECKOM Kpuse

10.
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[punnoxenne Al. CocraB padoueii rpynnsl Mo pa3padoTke u NepecMoTpy

KJIMHMYECKHX PeKOMeHIaluii
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2. Baiinaxosa I'anuna BukTopoBHa, K.0.H., BeOyIHUi HAYYHBIH COTPYIHUK JTa00OpaTOPUH

HacJIeACTBeHHBIX OonesHell oomeHa @I'BHY "Menuko-reHeTHUECKUH Hay4HBIH LEHTP

uM. akagemuka H.I1.boukosa", wien Poccuiickoro o6IecTsa MEIUIIMHCKUX T€HETHKOB.

3. BapanoB Anexcanap Ausexkcanapouy, akax. PAH, mpodeccop, I.M.H.; NOYETHBIH

npesugent Coroza neauarpoB Poccum, coBetHuk pykoBogutens HWM neauatpuu u

oxpanbl 3m0poBbs gereil LIKb PAH, mpodeccop kadenpsl nenuatpuu U AETCKOH
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5. BymyeBa Tarbsina BuaagumupoBna, nMmH., @OIAY "Hayunelii MeaMuuHCKHI

2l

HCCIIEIOBATENECKUN TIEHTP 3710poBbs aetei” M3 PO, unen Coro3a neauatpoB Poccum.

6. Bamaxmanze Haro [I:)xym0epoBHA, 1.M.H., PyKOBOJMUTEINb OTAENa OphaHHBIX Ooe3Hei

U NpopUIIAKTHKY HMHBAIHAM3UpYyOINX 3aboneBanuii HUM nexamatpuu w oXpaHsl

3nopoBest  gmereit IIKb PAH mpodeccop xadenper dakynpTeTckoit mneamarpuu

nequatpudeckoro ¢akynsrera ®I'60Y BO «PHUMY um. H.J. ITuporosa» Mun3apasa

Poccun.

7. JlerrsipeBa AHHa BaagumMupoBHa, I.M.H.,, mpodeccop, 3aBeAyomas OTICIOM

nequatpuu, ®I'BY «HMMUII akymepcTBa, TMHEKOIOTUH U epuHaTonoruu uM. Ak. B.1.

Kynakoa», npodeccop kadenpsl HeoHatonoruu MuctutyTa 310poBbs aereid PIAOY

BO "IlepBbiit MOCKOBCKHMIT TOCylapCTBEHHbIH MeIMLIMHCKUN yHuUBepcuTeT M. M.M.

CeuenoBa" Munsapasa Poccuu (CeueHOBCKHI YHUBEPCUTET).

8. 3axaposa Exartepuna IOpbeBHa, 1.M.H., 3aBejyIomas J1a00opaTopueil HacIeICTBEHHBIX

oosiesneit oomena ®I'BHY "Menuko-reHeTHUECKU HAy4HBIH IEHTP MM. aKaJleMHKa

H.IT.BoukoBa", wumen Poccuiickoro o0mEecTBa MEIUIMHCKUX T[CHETUKOB, WICH

€BpOIEHCKOro 00IecTBa MO HM3YYEHHIO HACIEACTBEHHBIX Oone3Hell oOMeHa BeIIeCTB
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37



10.

11

12.

13.

14.

15.

16.

17.

18.

Kakayauna  Buxtopusi  CepreeBHa, Bpay-HeBposior, osmwientoior ['BY3
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Kekeea Tarbsina HuxosiaeBHa, 3aBenyromas MeEIUMKO-TEHETUYECKHM OT/AEIEHHEM
I'bY3 «Mopo3zosckas AI'’Kb J[3M», Bpau-TeHETHK.

KpacHomexoBa HuHa AulekcaHIpoBHa, Bpad-ieiuarp, Bpau-reHetuk I['bY3
«Mopo3zosckas II'’Kb [13M».

Ky3enkoBa Jlioamuia MuxaiijioBHA, JI.M.H., 3aBeyromas OT/IEJIEHUEM
TICUXOHEBPOJIOTUU U rcuxocoMarndeckor nmaronorun OI'AY "Hayunbiit MequuuHCKUR
HCCIIeI0BaTeNbCKUIM LeHTp 310poBbs Aeteil" M3 P®D, unen Coro3a nenuarpos Poccun.
Kyues Cepreii BanoBu4, n.M.H., akagemuk PAH, mupexrop ®I'BHY "Menwnko-
TeHETUYEeCKUH Hay4HbII neHTp uM. akagemuka H. I1. boukosa", Ilpesnnent Accormanun

MCIUIIMHCKHUX 'CHETHKOB.

JloGenckasi AHacracusi FOpbeBHa — 3aBenyonuii OMOXUMHYECKOU J1abOpaTOpHUeid,
Bpau-naboparopueiii remetuk CII6 TI'KY3 "JlmarHocTuueckuil meHTp (MEAUKO-
TEHETUYCCKUN )».

Muxaiisiopa Cgeriiana BuranbeBHa, n.M.H., 3aBenyromas oraeneaneM OIAOY

«Poccwuiickas Jlerckas Knuandeckas bonsauna» PHUMY um H.U. ITuporosa.
Hazapenko JIwoamuiaa IlaBioBHa, npodeccop, A.M.H., 3aMECTUTENb IUPEKTOpa IO
HAYYHOW M JIe4eOHOH paboTe, pyKOBOAUTENb Ja00pPaTOPUN HACIEICTBEHHOM MaToNOrHU
HUW wmenuumuckorr renetuku, Tomckoro HHMMI] PAH, wunmen Accommanun
MEIUIUHCKHX T€HETHKOB.

Hama3oBa-bapanoBa Jleitna CeiimypoBha, akagemuk PAH, mpodeccop, a.M.H.,
Ipesunent Coro3a nenuarpos Poccun; mact-npesugeHr EPA/UNEPSA; pykoBozurens
HUWN nenmatpum u oxpassl 310poBbs Aereit 1IKb PAH MunucrepctBa Hayku u
Beiciero  obOpaszoBanms  Poccuiickoit ~ denepannn, 3aBeaymomas  Kadeapoi
(axynpTeTcKOl neanaTpun nexuarpudeckoro gakyiasrera PI'6OY BO «PHUMY um.
H.N. IMuporosa» Munzapasa Poccuu, riaaBHBIN BHEIITATHBIA JETCKUHM CIEHUAIUCT MO
npodunakTuyeckoi Meaunae Munsnpasa Poccun.

Hukonaesa ExaTepumHa AJlekcaHIpPOBHA, 1.M.H., IJIaBHbIM Hay4HBI COTPYAHUK
OTZEJICHUS] HACJIEACTBEHHBIX M BPOXICHHBIX 3a00J€BaHMH C HApyLICHUEM ICHXHKH
HayuHno-uccnenoBaTenbCKoro KIMHUYECKOTO MHCTUTYTa NeanaTpun umenn akan. HO.E.
Benprnmesa '6OY BIIO PHUMY um. H.M. IluporoBa MunsapaBa Poccum ortaena

KJIUHUYECKOM TEeHETHKU Hay‘{HO-l/ICCJ’leﬂOBaTeﬂbCKOFO KIIMHUYECKOI0  HMHCTUTYTa
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nequarpun uMenn akaa. FO.E. Benprumesa ®T'AOY BO PHUMY um. H.U. ITuporosa
Munsznpasa Poccun.

19. lleuarnnkoBa Haranbs JleonuaoBHa, pykoBoaurens ['opoxackoro Llentpa opdanHbIX
U Jpyrux peakux 3aboneBanuil y pereid u moapoctkoB I'BY3 «Mopososckas JAI'KB
J3M».

20. Cernm3saHoBa Jluiaus PoGeproBHa, K.M.H., Beoymuid Hay4Hslii coTpyanux HHWU
nequatpud U oxpasbsl 310poBbst jgereit [IKb PAH MunucrepctBa HayKu M BBICIIETO
obOpazoBanus Poccuiickoit dexpeparyu, IOUSHT Kadeapsl NeAHATPUA M AETCKOM
pesmaronorun ®I'AOY «llepsiii MIMY um. .M. CeuenoBa» Mun3szapaBa Poccuu
(CeueHOBCKUI YHUBEPCUTET).

21. CmupnoBa Oubra SIkoBjieBHA, Bpau-TCHETUK, CTApUIMH HAYYHBIA COTPYIHHMK OTIENa
CTaHJApTU3AlMN M HM3y4eHHsS OCHOB JoKa3zarenbHOM Meanuuasl HUW nemmatpum u
oxpaubl 310poBbs nereit LIKb PAH.

22. CtpoxoBa TaTbsina BukropoBHa, 1.M.H., npodeccop PAH, 3aBeayrommas oTaeneHrneM
NeAnaTpUYECKO TacTpO3HTEPOIOTUH, Tenaronaoruu u guerorepanuu Knunuku GI'BYH
"®OUIL] nutanus U OMOTEXHOJIOTHH".

23. Cyooorun Jmutpuii MuxaiinoBuy, Bpau-renetuk ®I'BHY "Menuko-renernyeckuit
Hay4yHbId IEeHTp uM. akagemuka H. II. BoukoBa", uineH Accouuanuy MeITUIMHCKHX
TeHETHKOB.

24. Cymuna Mapus I'eHHafbeBHA, 3aBeqylolas OTHEICHHEM MEIUKO-TEHETHIECKOTO
KOHCYJIbTHpOBaHus, Bpau-reHeTuk ['AY3 CsepanoBckoit oOmactu  “Kimununko-
JUarHocTuueckuit ueHTp “OxpaHa 370pOBbs MaTepu U pedeHKa”.

25. Tapan Haranus HukonaeBHa, K.M.H., CTapIIdii HAYYHBIH COTPYOHHUK OTHEICHHUS
NeIMaTPUIECKOl TaCTPOIHTEPONIOTHH, Temartonorun u auerorepanuu ®I'BYH "OUI]
nutaHuss U OuorexHomoruu"", accucteHT Kadenper PIAOY BO PHUMY wum.

H.W.ITuporosa Mun3npasa Poccun.

ABTOpBI TOATBEPXKIAIOT OTCYTCTBUE (DHHAHCOBOI NOAIEPKKH/KOH(INKTA WHTEPECOB,

KOTOpBIif HEOOXOAUMO OOHAPOIOBATD.
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IIpusoxkenne A2. Meronosorust paspadoTKi KIMHUYECKUX peKOMeHxalui

Hacrosimiie  pekOMEHIAlMU  MPEAHA3HAYCHBl I TPUMCHCHUS  MEIUIMHCKAMHU
OpraHM3alUsIMU M YYPEKICHHAMH (enepaibHbX, TEPPUTOPHAIBHBIX W MYHHUIMIATBHBIX
OpraHOB  YMpAaBJICHHS 37paBOOXPAHEHHEM, CHCTEM OO0S3aTeNbHOTO M JA0OPOBOJBLHOTO
MEIUIMHCKOTO  CTPaXxOBaHWs, JPYTMMH  MEIMLUMHCKUMHM  OPraHU3alMsAIMH  Pa3IM4YHBIX
OpraHU3alMOHHO-TIPABOBBIX ()OPM JESTENLHOCTH, HANpPaBICHHONW Ha OKa3aHHe MEIUIIMHCKON
TTOMOIIIH.

KnuHnyeckue pexkoMeHIAlMU CO3JIaHbl Ha OCHOBAaHMU CHUCTEMAaTHUYECKOTro 0030pa
muteparypbl 1980-2023 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane
Library databases, ¢ HCMONB30BaHHEM CO3JaHHBIX MPOTOKOJIOB COBPEMEHHBIX MEMIyHAPOTHBIX
KIMHAYECKUX PEKOMEHJAUUi MO JHAarHOCTUKE, JICYCHHIO W BEICHUIO OOJBHBIX C
MEeTa0OJINYSCKUMHU OO0IC3HIMU.

HBb u HCI' orHocsATCS K peaKuM HaCIIEACTBEHHBIM 3a00JIeBaHMSIM, YTO HCKIIOYAET
BO3MOXKHOCTh HPOBEICHUS OOJIBIINX KOTOPTHBIX W PaHIOMH3MPOBAHHBIX KOHTPOJIHPYEMBIX
HCCIIEOBaHUH M JUISl CO3JIaHMsl MPOTOKOJIOB JUATHOCTUKU U TEPalHM HCIOJIb3YIOTCS JIUIIb
TEMaTHYECKHE MCCIICIOBAHMSI YKCIIEPTOB, OMYOIMKOBAHHBIC B IOCIICHUE JABA JICCATHIICTHS.

OreHKa Ka4yecTBa JIOKA3aTeNbCTB M CHJIBI PEKOMEHIAIMN MPUMEHEHHS MEIUIIMHCKUX
TEXHOJOTHIl MPOBOAMIACH B COOTBETCTBHHM C YHH(DHUIMPOBAHHOW IIKAJIOW, MPHBEACHHON B

Tabaunax 1-3.

LleneBas ayInTOPUSA AAHHBIX KIHHHYECKHX PeKOMeEHIAIMIi:

Bpauu o0reit BpaueOHOM MpakTHKK (ceMelHbIe Bpaun);
Bpaun-nenuaTpsr;

Bpauu-tepanesTsl;

Bpauun-reHeruxu;

Bpaun-nabopatopHbie TEHETHKH;

Bpaun-kapauosnoru;

Bpauu-gerckue xapauosnory;

Bpauu-nesposoru;

© © N o 0 &~ w DN PE

Bpauu pyHKIHMOHATBHOM AUATHOCTHKY;
10. Bpaun-0TOpHHOIAPUHTOJIOT H;

11. Bpauu-o¢pTaabMoIIor;
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12. Bpauu-peaOriInToN0rH;

13. Bpauu-cypaosnoru;

14. MeIMIMHCKHE TICUXOJIOTH;

15. Cryznents! MenuiuHckux BY3os;

16. O0yyaromumecst B OpIMHATYPE U aCUpPaHType.

Ta6mmua 1. [llkana orieHKn ypoBHEW gocToBepHOCTH jToKa3zaTenseTB (Y /1) mis meromoB

JUArHOCTUKH (LLI/IaFHOCTI/I'-IeCKI/IX BMeHIaTe.HbCTB) .

yaa

PacummgpoBka

CucremMaTnueckrue 0030pbl HCCIIEI0BAaHUN ¢ KOHTPOJIEM pe)epEeHCHBIM METOJ0M HII
CHCTeMaTHYECKHH 0030p paHJOMU3UPOBAHHBIX KIMHIUYECKHX UCCIIENI0BAHUI ¢

MPpUMCHECHUEM METa-aHaJIn3a

OTnenpHbIe UCCIIEIOBAHUS C KOHTPOJIEM pehepeHCHBIM METOJIOM MJIH OTAEIbHBIE
PaHIOMHM3UPOBAHHBIE KIMHUYECKHE UCCIIEIOBAHUS U CUCTEMATHUYECKHE 0030PbI
HCCIICIOBAaHUH JII0O0TO0 An3aiiHa, 32 UCKIIOUEHHEM PaHAOMU3UPOBAHHBIX

KIMHAYCCKHX HCCHCZ{OBaHHﬁ, C IPUMCHCHUEM METa-aHalIn3a

HccnenoBanus 6e3 mocneoBaTeIbHOrO KOHTPOIIS pedepeHCHBIM METOIOM HITH
HCCIIeN0BaHUs ¢ pe)epeHCHBIM METOIOM, HE SBIISIOIIIMCS HE3aBUCHMBIM OT
HCCIIeyeMOro METO/a HIIM HePaHIOMH3UPOBAHHBIE CPAaBHUTEIBLHbBIE HCCIICIOBAHNS,

B TOM YHCJIC KOTOPTHBIC HCCIICIOBAHUA

HeCpaBHI/ITeHBHHC HCCIICA0OBaHUA, OITMCAHUE KIMHUYECKOT'O Cliy4dast

Hmeertcs numb 000CHOBaHUE MEXaHHU3Ma JICHCTBUS WM MHCHHE SKCIIEPTOB

Tabémmua 2. [llkana onieHkn ypoBHel goctoBepHoCTH noka3aTenscTs (Y /) ans meronoB

npo(UIAKTHKY, T€UYeHUS U peabuauranun (IpohuIaKTHIECKHX, JIeYeOHbIX, peaOMINTallHOHHBIX

BMEIIATEIbCTB).
YA Pacmmmdposka
1 Cucremarnueckuii 0630p PKU ¢ npumeHennemM Mera-aHanmsa
9 OtnensHbie PKU 1 cuctemaTndeckue 0030pbl HCCIIEIOBaHHM JIIOOOTO qHU3aiiHa, 3a

uckmoyenueM PKU, ¢ npumMeHeHneM MeTa-aHanms3a
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3 HepaHZ[OMI/BI/IpOBaHHLIe CPaBHUTEIIBLHBIC UCCIICIOBAHUS, B T.4. KOTOPTHBIC
HUCCIICO0BaHUA
4 HeCpaBHI/ITCHLHLIe UCCJICAOBAHMS, OTUCAHNUEC KIIMHUYCCKOTO CiIyvast Uik CCPpUn
CJIy4aeB, UCCIICAOBaHUS «CJ'Iy‘Iaﬁ-KOHTpOJ'IL»
5 Nmeetcs nuiitb 000CHOBaHHE MEXaHU3Ma JIeWCTBUS BMEIIATEIHCTBA (HOKJ’II/IHI/I‘-ICCKPIC
I/ICCIIC,I[OBaHI/IH) WJIA MHEHHUE 3KCIIEPTOB

Ta6auna 3. [lkana oueHku ypoBHel yoenurensHocTu pekomenaanuit (YYP) s meronos
MPOQHUIAKTHKH, TUATHOCTHKH, JICUCHUS M peaOMITUTAINH (TPOPHUIAKTHIECKHX,

JIUarHOCTUYECKHX, JICYCOHBIX, PeaOMINTALMOHHBIX BMEIIATEIBCTB).

Yyp Pacum¢poBka

CuiibHas peKoMeHaanus (Bce paccMaTpuBaeMble KpUTepuH 3G (eKTHBHOCTH
(uCcXO0J1BI) SBISIOTCS BAXKHBIMU, BCE HCCIEAOBAHMS HMEIOT BEICOKOE HIIU
YIIOBJICTBOPUTEIBHOE METOROJIOTHUECKOE KA9ECTBO, X BBIBOJBI IT0 HHTEPECYIOLINM

HUCXO0JaM SABJIAKOTCS COFJ'IaCOBaHHLIMI/I)

YcnoBHas pekOMeHAalUs (He Bce paccMaTpuBaeMble KpUTepHu 3((EeKTHBHOCTU
(McXO0/1bI) SBISIFOTCS BYKHBIMU, HE BCE MCCIICJOBAHUS UMEIOT BBICOKOE MITH
YIOBJIETBOPHUTEIBHOE METOIOJIOTNIECKOE KaYeCTBO M/HIIM UX BBIBOJBI 11O

HMHTEPECYIOIIIM HCXO0JaM HE SBILIIOTCS COTIACOBAHHBIMHU)

Crnabas pexoMeHmanus (OTCyTCTBUE JOKa3aTeIbCTB HAJISKALICTO KauecTBa (BCe
paccMaTpuBaeMble KpUTepHH 3((GEKTHBHOCTH (MCXOMBI) ABIIAIOTCS HEBAXKHBIMU, BCE
HCCIIEIOBAHUS IMEIOT HU3KOE METOAOIOIMIECKOe KayeCTBO U UX BBIBOBI IO

HUHTEPECYIOIINM UCXO0AaM HE SABJISIIOTCS COFJ'[aCOBaHHBIMPI)

Iopsinox 00HOBJIEHHSI KIIMHHYECKUX PeKOMeHAamii

MexaHuszm OOHOBIICHHS KIIMHUYCCKHUX pCKOMeH,I[aLII/Iﬁ npeaycMarpuBacT ux
CUCTCMATHUYCCKYIO aKTyalIn3aliuio HE PEXKE, UEM OJIMH pa3 B TPU I'0Ja, a TaKXC IIPU MOSBJICHUN
HOBBIX JIaHHBIX C TIO3ULIMM JOKA3aTEIbHOM MEIULIMHBI 110 BOIIpocaM IHAarHOCTUKH, JICUCHU,

l'IpO(bI/IJ'IaKTI/IKI/I u p€a6I/IJ'II/ITaI_II/II/I KOHKPETHBIX 32160J16B3HI/II>'I, HaJU4YMH OOOCHOBAaHHBIX
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IIOHOIIHCHPIﬁ/?»aMe‘IaHPIﬁ K paHe€C YTBCPKACHHBIM KIIMHUYCCKHUM PEKOMEHAAMAM, HO HC Yalle 1

pasa B 6 MecsIIeB.

IIpnioxkenne A3. CipaBo4HbIe MaTePHAJIbI, BKJII0Yasi COOTBETCTBHE
NMOKA3aHMIl K IPUMEHEHUI0 M MPOTUBONOKA3aHUI, CI0CO00B NPHUMEHEHHUSs U
A03 JIeKapCTBEHHbIX NPeNapaToB, MHCTPYKIHHU 10 IPHMEHEHHI0

JIEKAPCTBEHHOI'0 mpenaparta

1. Ddenepanbupiii 3akoH ot 21.11.2011 N 323-®3 (pen. ot 28.12.2022) "O6 ocHoBax
OXpaHbl 370pOBbs TpaxaaH B Poccuiickoit ®enepaumu" (¢ M3M. W JOM., BCTYI. B CHIY C

11.01.2023).

2. Ipuxa3 MunsgpaBa Poccun ot 21.04.2022 N 274n "OO6 ytBepxaeHun Ilopsaka
OKa3aHHsl MEIHUIMHCKOI MOMOIIM MaleHTaM C BPOXKICHHBIMH M (WJIH) HacleJCTBEHHBIMH

3a001eBaHusIMU" .

3. IMpuxa3 Munsapasa Poccum or 13.10.2017 N 804n (pen. ot 24.09.2020, ¢ m3M. oT

26.10.2022) "O6 yTBepxKICHUM HOMEHKIATYPbl MEIUIUHCKUX yCIyT".

4. IIpukaz MunznpaBa Poccun ot 10.05.2017 N 203u "OO yTBepAeHHH KpPHUTEPUEB

OIICHKH Ka4eCTBa MEAUIIMHCKOM oMo' .

5. IMpuxa3 MunzgpaBa Poccum ot 20.12.2012 N 11831 (pex. ot 04.09.2020) "O6
yTBepxkaeHnr HoMeHKIaTyphl HOKHOCTEH MEIWIMHCKHX PaOOTHHKOB M (hapMarieBTHUECKHX

paboTHHKOB".

6. Ilpukaz MunzgpaBa Poccurr ot 07.10.2015 N 7008 (pex. ot 09.12.2019) "O
HOMCHKJIAType CHCHUANBPHOCTeH CHCHHANTNCTOB, HMMCIOUIMX BBICIICE MEIUIHHCKOE U

(apmaneBTHYECKOE 0Opa3zoBaHue".

7. IIpukaz MunzapaBa Poccun ot 28.02.2019 N 103 (pex. ot 23.06.2020) "O6

YTBCPKACHUU TIOPsiAKa U CPOKOB paSpaGOTKI/I KIIMHUYCCKUX peKOMCHI[aIIHﬁ, ux nepecmorpa,
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THUIIOBOH (OPMBI KIMHHYECKHX PEKOMEHAAIMII W TpeOOBaHMH K HMX CTPYKType, COCTaBy H

Hay9IHOI 000CHOBAaHHOCTH BKJIIOYaeMOH B KJIMHUYECKHE PeKOMEeHAANH nHpopmannn'.
8. Wudopmanns o nexkapcTBEHHBIX cpencTax: https:/grls.rosminzdrav.ru/

9. MexayHaponHas KiaccU(pUKaiis Oole3Hed, TpaBM W COCTOSIHHH, BIMSIONIMX Ha

3moposke (MKB — 10).

[punoxenne b. AaropurMmsl aeiicTBuii Bpaya

Ilpu BeisBiaenun HB wim HCI' HeoOXOmMMO BBI3BATh CEMBIO JUISI KOHCYJIBTAllUU H
MPOBECTH OCMOTp PeOEHKA C IIEeIbI0 PELICHHs BOIPOCa O TOCUTaIn3auu. HoBOpoKaeHHbIE C
nono3pernemM Ha Hb u HCI™ (moBsienne konnenrpannn C5SOH) nouiexxar rocruranu3anii B
OT/JICJICHHE TMATOJOTMH HOBOPOXICHHBIX WIIM pEaHMMAallid HWHTEHCHBHOW Tepamuu (B
3aBUCHMOCTH OT COCTOSIHHS), TJi€ OCYIICCTBISIETCSl B3STHE KPOBM JUIS NPOBEIEHUS pETecTa,
OnpeJeNieHns] akKTUBHOCTH ()epMEHTOB OMOTHHHIA3bl U CHHTETA3bl TOJIOKapOOKCHIIA3, a TaKKe
cOop 00pa3loB MOYM JUIS aHaluW3a OPraHHYECKUX KHUCIOT (00pasibl OTIPAaBISIOT B
pedepeHcHblii HeHTp). B 3aBUCHMOCTH OT aKTUBHOCTH ()EPMEHTOB M PE3yJIbTATOB UCCICAOBAHUS
oprannyeckux kuciot Mmoun auario3 Hb u HCT' MoxeT ObITh MOATBEpIKAEH Ha OHOXUMHYECKOM
YpOBHE WJIM YCTaHOBIEH apyrod amarHo3 (puc. 1B). Ilocrme momy4eHHs HOJIOXKHUTEIHHBIX
pe3yAbTaTOB HOBOPOXKJICHHOTO HEOOXOAMMO HE3aMEUIMTENIbHO HANpaBUTh K CIELHAIUCTY
(Bpauy-TeHEeTHKY, Bpauy-leauarpy) Uil Ha3Ha4eHHs NMaTOreHETHUECKOH Tepanuu, IpOBeACHHS
MOJATBEPKAAIOIICH TUATHOCTHKH, a TakkKe OOydYeHHS | KOHCYJIbTHPOBAHUS CEMBbH U
opraHu3anuy  JanpHeimero HaOmogeHus. [loaTBepikaaromiasi JUArHOCTHKa — BKIIOYAET
MOJIEKYJIIpHO-TeHeTHYeckoe HccienoBanue reHoB BTD u HLCS, kotopoe mnpoBoautcs B

pedepeHCHOM LIeHTpe.
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Pucynok 1B. ANroputM HEOHATAILHOTO CKPUHHMHIA Ha BBISBJICHHE HEAOCTaTOYHOCTH OuoTHHMAA3bl (HB) M HeEJoCTaTOYHOCTH CHHTETa3bl
xonokap6okcuas (ronokapookcunasz) (HCT) u apyrux 3a0oneBaHni, aCCOUMPOBAHHBIX ¢ M3MEHEHHEM YPOBHS 3-THAPOKCHU30BATICPHIKAPHUTHHA

(C50H): wemocratouHocTh  3-MeTHNKpoTOHWNI-KOA  kapOokcmmaszsl wu  HemocraTtouHocTh  3-OH-3  mermnrmyrtapun  KoA  nmassl
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Ipusoxenne B. Undopmanus nis nanueHTa
Yro takoe Hb n HCI'?

MHoxecTBeHHas HeJOCTaTOYHOCTh KkapOokcunaz (MHK) — »sto HacnencTBeHHOe
3aboieBaHne 0OMEHa BEIECTB, BRI3BAHHOE HapyIIeHHeM oOMeHa OMOTHHA B opranusmMe. buotun
— 3TO BUTaMHH TpyMITEl B, KOTOpPEIil OCTymaeT B opraHu3M deloBeka ¢ numieil. buotiH odens
Ba)keH JUIS IPOU3BOJCTBA (CHHTE3a) U pabOTHI APYTUX (HEpMEHTOB — KapOOKCHIA3: MPOIHOHUI
KoA xap6okcunasbl, MeTHIKpoToHnn KoA kapOokcuiiasbl, MUpyBaTKapOOKCHIA3bl M alleTHI
KoA xap6okcunaspl. OTH KapOOKCHIIa3bl UTPAIOT BAXKHYIO POJb BO MHOTHUX OMOJOTHYECKHX
Ipoleccax, CBA3aHHBIX ¢ OSIKaMy, )KUPaMH U yIIIEBOJAMH.

Ipu oTCyTCTBHHM MM HapyLIeHHH paboThl GepMEHTOB OMOTHHHAA3BI (HEAOCTATOYHOCTH
6uoruHupasel, HB) wunm  cuHTeTassl TrojokapOOKcHna3  (HEZOCTaTOYHOCTh  CHHTETA3bl
ronokapOoxcmina3, HCI') OuOTHH He MOXXET yCBaHBaTbCsl B OpPraHu3Me. OJTO HPUBOAAT K
nepuuTy OHOTHMHA M, COOTBETCTBEHHO, HAPYLICHHIO MPOM3BOJCTBA BCEX OMOTHH3aBHCHMBIX
KapOOKcmia3, T.. MHOXECTBEHHOI HemoctaTouHOocTH KapOokcmnaz (MHK). boxee Toro, B
OpTraHM3ME HAKaIUIMBAIOTCA TOKCHYHBIE BEIlecTBAa (OpraHMYECKHE KHCIOTHI), HAHOCS Bpel

neHrpaibHoi HepBHOMU cucteme (LIHC) u npyrum opranam.

ITouemy Bo3HMKaeT 3a00/1eBaHne?

HBb n HCI" — HacnencTBeHHBIE 3a00JICBaHNUS, CBS3aHHbBIE C ITOJOMKAaMHU (MyTaIllMsIMH) B
rerax BTD u HLCS cooTtBercTBeHHO.

I'ens! npeacrasisitor coboit nocnenosarensHocTh JJHK. B Hux 3amucanbl HHCTPYKUMU
mo «mpurotoBieHuo» OenxoB mwnu PHK (puGonyknennoBas kucnora). ['eHbl Haxomarcs B
xpoMocoMax. Y uenmoBeka 23 mapel xpoMmocoM. OmHY U3 XpPOMOCOM C COOTBETCTBYIOIIHM
HabOpOM IreHOB OH HacleyeT OT MaTepH, a BTOPYIO — OT OTIIa.

I'en HLCS naxomurcs Ha 21 xpomocome, a red BTD — Ha 3 xpoMocome.

Korza B reHe mpoHcXoQUT MyTalys, OH OOJIbIIE HE MOXKET CIIyKUTh «MHCTPYKIHEI» I
cozfaHus Oenka (B JaHHOM cityyae — pepMeHTOB OMOTHHHIa3bl U CUHTETA3bl TOJIOKapOOKCHIIa3).
Taxum obpazom, momyuusirecs GepMeHTH (yHKIIMOHUPYIOT HEMPABHIBHO MM XKE BOBCE HE
MIPOU3BOAATCS B OPTaHU3ME.

Ooa 3abonesanus, Hb nu HCI', Hacnenyercs mo ayTOCOMHO-PELECCUBHOMY THUILY, YTO
03HAYaeT, YTo0 00a POAUTEINS SBISIOTCS HOCHUTEIIIMUA MYTAallUH, HO He OOJEIOT, T.K. y HUX €CTh
BTOpas Komus 310poBoro rexa. Pedenox ¢ Hb wnu HCT' HacnemyeT oxHy kommio “60JIBHOTO”

reHa OT OTLA U OJHY OT MaTepu. 3a0oieBaHHE MPOSABIACTCS TOIBKO B CIydae HAIM4YHA JBYX
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KoM MOBpeXAeHHOro reHa. Puck poxnaenus pebenka ¢ Hb wimm HCI B Takom ciydae
cocraBisieT 25% (puc. 1B). Manbunku 1 AeBOYKH OOJICIOT ¢ OJMHAKOBOM 4yactoTol. Hocurens
0oJIe3HN HACEAyeT TONBKO OIHY “TIOBPEXKACHHYIO” KOMUIO: JHOO OT OTHa, JUOO0 OT Marepu.

Hocurenu He 60J€I0T U HUKAKHX IIPU3HAKOB 0oJ1e3HU Y HUX HET.

© ©
Oreu-HocuTenb ﬂ * Matb-HoCuTenbHMLA

| |

00 006 O

-
«—

[ ] @ @ ®
AN AN A AN
[ ¢4 [ $4 [ $4 [ ¢
3poposble 25% Hocutenu (reteposurotsi) 50% BonbHble 25%

Pucynok 1B. Cxema HacnenoBaHus HegocTaTouHocTH OnotuHuaassl (HB) u HepocratouHocTH
cuHTeTa3kl rojgokapbokcmnas (HCT). Ipu Hammumy ABYX KOIHI «DOIEHOTO» TeHa (K1),
YHaCIIeZJOBaHHBIX OT 000UX poauTenei-Hocutenei, puck poxaenus pedenka ¢ Hb u HCT'
cocTaBisieT 25% («rr»).

Kak nposiBasiercas HB?

Toranbuas Hb naunnaer nposiBisitbess B Bo3pacte oT 3 g0 5,5 mecsues. Yame Bcero
nepBeIMH cumnroMamu HB  siBisitoTCS  cyopord u MblnedHas ciaaboctb. K OCHOBHBIM
CUMIITOMaM  TaK)k€ OTHOCATCS: HapylIeHHE TOXOAKM U  KOOPAWHALMH, 3aJepiKKa
TICHXOMOTOPHOT'O Pa3BUTHS, HAPYIICHUs PUTMa JbIXaHWS, YaCTHYHOE (THE3IHOE) BHINAJCHUE
BOJIOC WJIM OOJIBICEHHE, KOHBIOHKTHBHTBI, KOXKHBIC MPOSIBICHUS (CBIb, AEPMATUT, cebopest), a
TaKoKe pelUAUBHpYOMUE BUpycHble Ui rpudkossle nH(pekuu. [IIHC ocobeHHO ys3BUMa mpu
Hb, tak kak akTMBHOCTH (hepMeHTa OMOTHHHA3bl B TOJOBHOM MO3T€ YEJIOBEKa OYEHb HM3Kasl.
DTO MOXET NMPHUBECTH K POy HEBPOJOTHUSCKHX HAPYIICHUH, TAKMX KaK CHIDKCHHE CIyXa U
3peHusl.

CreneHb TSOKECTH KIMHUYECKMX [POSBICHMH 3aBUCUT OT YPOBHS AaKTUBHOCTU
ouornHuga3el B KpoBu. Yactuunas HB wumeer Oosee Msarkyio ¢opMy 3a0ojeBaHUs |
MPOSIBIISIETCS B YCIOBHSIX CTpecca (HanpuMep, JUIMTEIBHOTO TOJI0AaHus, HHPEKIMH, QU3NIECKUX

Harpy3ox).
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Kak nposiBasiercss HCI'?

Cumnroms!r HCI' ouens cxoxu ¢ cumnromamu Hb. 3aboneBanue 00pI9HO IposBIsSeTCs B
NepBble HECKOJBbKO 4acOB >KU3HH, AHEH MM Helenb mocie poxxaeHus. IlepBsiMu cuMmnToMaMu
SIBIIIIOTCS OTKa3 OT €/bl, IOBTOPHAs PBOTA, IMOBBINICHHAS COHJIMBOCTh MM BO30YIHMOCTb,
MBIIIEYHAs Cc1abocTh W JAepMatuT. Ilpum  OTCYTCTBHM JieueHWs 3a0oiieBaHHE OBICTPO
IIPOrpeCCUpPYET, Pa3BUBAIOTCS IPUCTYIIBI AMHIIECHICUH, OTEK MO3ra, 3aJepiKKa ICUXOMOTOPHOIO U

(u3NUECKOro pa3BUTHsI peOeHKa.

Kak ycranasiausaercsa nuarnos Hb u HCI'?

Ha ocHOBaHMM KJIMHMYECKUX CHUMIITOMOB (CyIOpOTH, BBIIAJCHUE BOJIOC, MBIILIEUHAS
c1aboCTh, KOXHBIC MPOSBICHHUS) Bpauud MOryT 3anofo3puts auarHo3 Hb m HCI. Juarnos
MOTBEPIKAACTCS, KOTJIa CHU)KACTCSl aKTUBHOCTh OMOTHHHIA3bl M CHHTETA3bl FOJI0KapOOKCHIa3 B
IUIa3Me WM CHIBOPOTKE KPOBH. B Moue IMOBBINIAIOTCS KOHILEHTPALNHK [-THAPOKCHU30BAIEPaTa,
B-METHIKPOTOHUIITIIUIIMHA, [B-THOPOKCHITPOTHOHATA, METHIIIUTPATA, 3-
ruapokcunzoBaniepuiakapautiaa (CSOH), nakrara (MOJIOYHON KUCIOTH) U THMIHIATIMOUHA. 1115
noarsepxkaeHus auarHoza Hb m HCI mpoopsr ananusz JJHK-wuccnenoanue resoB HLCS u
BTD na Hanuuue MyTanui.

Bce cempu ¢ Hb m HCI' momxHBI IPOATH MEAMKO-TEHETHYECKOE KOHCYJIBTHPOBAHUE
MOJYYHUTh TMOJHYI0 HH(POPMAIMIO OT Bpaya-TEHETUKA O PHUCKE ITOBTOPHOTO IPOSBICHUS
3a00NeBaHMsl B CeMbE, a TaKKe OOCYAWTH CO CICHHAINCTOM BCE BOMPOCHI, CBSI3aHHBIC C
HacliemoBaHreM 3aboseBanus. B Poccun Mequko-reHeTHYeckHe KOHCYJbTallMK paboTaoT B
Ka)KJIOM PETHOHE.

C uenbio paHHero (IOPOJOBOro) BBISABICHHS HACICACTBEHHOW MATOJIOTMH B CEMBSX C
ycraHoBieHHbIM nuarHosoM HB w HCI mpoBomutcsi mpeHaTanbHas M MPEHMILIAHTALMOHHAS
guarHoctuka. Cynpyskeckodl mape HEoOXOAMMO IpeABapUTENbHO IPOHTH oOcienoBaHHE HA
HocuTenbeTBO MyTanuid B renax HLCS u BTD, xoropble oTBeuaroT 3a JaHHbIE 3a00JICBaHMUS,
OoOpaTUBIIMCh B CIICHUATM3MPOBAHHBIC JHATHOCTHYECKHE JIAaOOpAaTOpHUH M MEIHUIIMHCKHE
neHTphbl. [lpeHaTanbHas JUATHOCTHUKA MPOBOAUTCS MOJICKYJSIPHO-TCHETHYECKUMH METOJaMU
myteM wuccienoBanus JIHK, BeimeneHHON wu3 OuHomTata BOPCHH XOPHOHA W/WIIM KJIIETOK
AMHHOTHYECKOW JKUIKOCTH W/WIM IUIOAHOH KpoBH. IIpeMMIUIaHTalMOHHAs TeHETHYeCKas
JIMarHOCTUKA MPOBOAUTCS IMEpell MPOLEeAypol dKCTpakopropaibHoro ormiogotsopenus (DKO)
nepe] UMIUIAaHTAIKel (BHEAPEHHEM B MaTKy MaTepH) sMOpuoHa. TeMm He MeHee, IIpeHaTaNbHAas

JIMarHOCTHKA 3a00J1eBaHKi, KOTOpbIe mojaroTcs 3G dexrruBHoi Tepanuu, Takux kak Hb u HCT,
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BO3MO’XHA, HO OTHUYCCKHW COMHUTCIIbHA. Pemenune o ee NIPOBEACHUU TOJDKHO OBITH MPUHATO

ocJIe TOAPOOHOTO 00CYKICHHS C CeMbEil BCEX PHUCKOB.

Kak jgeuyar manuentos ¢ Hb u HCI'?

IIpu cBOeBpeMEHHO HayaTOM Jie4eHMHM MporHo3 s namuenroB ¢ Hb u HCT
OmaronpusaTHbIA. OcHOBHEIM MeTonoM JiedeHus Hb m HCI' sBisercd NOCTOSHHEIN IpHEM
BBICOKUX 703 OHOTHHA. B OOJBIIMHCTBE CllydaeB PaHHETO Hayajna JICYEHHsS BCE CHMIITOMBI

HCYE3ar0T, MIPEAOTBpaIlias pasBUTHE CEPbE3HBIX HEBPOJIOTUYECKUX OCJIO)KHEHUH.

Mpunoxenne I'1-I'3. Illkaibl 0onleHKH, BONMPOCHUKH U IPYTHe OlleHOYHbIE
HHCTPYMEHTbI COCTOSIHUSA MANMEHTA, IPUBEACHHbIC B KITMHUYECKHX

PEeKOMEeHIaluAX

[punoxenne I'l. OcHOBHBIE KIMHUYECKHE H OMOXUMHUYeCKHe MPU3HAKH

o6 np ([12]): ocTaBnsiem nu Mbl
CBOAHbIE Tabnuubl B NpunoxeHnun? Tabnuubl B Nonyrorosom
cocTosHUK. Hag HUMK, B TakoMm criyyae, npuaeTcs elle
HeMHoro nopaborarb.

MHK |
Ta6auua 1.I'1. OcHOBHbBIC KJIMHUYECKHE U OMoXuMuYeckue rpusHaku Hb o paHHbM
JIUTEPATYPBI.
buoxumuueckune Knunuka
NPU3HAKH.
Karteropus
CpenHssi aKTUBHOCTH
OMOTHMHHMAA3BI =
CTaH/IapTHOe
OTKJIOHEHHE
(HMOJIb/MHH/MJT
chIBOPOTKH) (N)
HopmanbHeie 7,57 £ 1,41 (100)
MOKa3aTen
Oo6mnuratHsle 3,49+0,72 (21)
TeTePO3UTOTHI
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BonbHbIe
(cUMITTOMaTHYECKHE)

0,12 0,18 (23)

KETOJIAKTaIK 103,
opraHuyeckas aluaypus 1
JIeTKasi THIIePaMMOHHEMUS

[po6aembr ® JIBIXaHUEM
(TUIepBEHTWIALMS, CTPHIOP FOPTaHU U
amHo3);  KOHBIOHKTHBHT, KaHIHUIO3;
aTakcus; OTCTaBaHHE B PAa3BHUTHUH;
MOTEpsL CIIyXa; U IPOOIEMBI CO 3pEHHEM
(aTpodust 3pUTEILHOTO HEPBA).

He JieueHHbIE:

Bozpact or 1 mememm mo 10 mer, B
cpemgHeM B Bo3pacte 3,5 mecsmeB. Y
HekoTopbix gered ¢ HBb HaGmomaercs
TOJIBKO OJMH CHMIITOM, TOrJa Kak Yy
JIPyTUX HAOJIIONAIOTCS MHOXECTBEHHbIE
HEBPOJIOTNYECKHE, KOJKHBIE inis
Oonoxumudeckue mpusHaku. IIpu HB
MOSIBISIIOTCSL  CyOPOTH M THIIOTOHUSL.
ONUIIEeNTUYECKUE TPUCTYIBI  OOBIYHO
MHOKJIOHHYECKHE, HO MOTyT OBITh
OompmmMH W (OKANBHBIMH; Y
HEKOTOPBIX Jereit HaOJII01at0TCA
WH(AHTHIIBHBIE CIa3Mbl. Y HEKOTOPBIX
JleTeld, He IMOJyYaBIINX JIEUeHHUs, ObUIH
BBISBJICHBl  3a00J€BaHUs  CIIMHHOIO
Mo3ra, XapaKTepU3yIOLUIUeCs
HPOrPECCUPYIOILUM CIIaCTUYECKUM
rape3oM M MHUEJONaTHEeN.

Y pereii crapuiero Bo3pacTa MOXET
pa3BUTBCS  aTakCHi U 3aJepxKKa

pa3BUTHSL. v MHOTHX
cuMnromaruyeckux gered ¢ HB
00HapYKHUBAIOTCS pa3uuHbIe

agomamuu IHHC npu MPT wmm KT
TOJIOBHOT'O MO3Ta.

Hexotopeie netn ¢ tortameHOi HB He
UMEJH CUMIITOMOB IO MOJPOCTKOBOTO
BO3pacTa, KoOrja y HHUX pa3BUIIach
BHE3arHas norepst 3peHust c
MIpOTrpecCUpyIomIeH HelponaTuen
3pUTENBFHOTO HEPBa, CKOTOMaMH H
cnacTiyeckuMu napanapesamu. [locne
HECKOJIBKUX  MECSIEB  OMOTHHOBOM
Tepanuu o()TaTbMOJIOTHYESCKAs KapTHHA
paspeluiacs, a CHACTHYECKUI
napamnape3 yMeHbIIwiIcs. Y  JApyrux
MAaLUeHTOB ¢ AehuuutoM (GepMeHTa B
paHHEeM MOJIPOCTKOBOM BO3pacTe
BO3HUKAIM Mape3bl M MHpoOIeMBI CO
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3pEHUEM.
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BonbHbIE THIIa
(CKpHHUHT
HOBOPOJKICHHBIX)

0,19 £ 0,16 (41)

CHUMNTOMBI: HEBPOJIOTUYECKHE,
JIepMaToJIOrHYeCKUe IPU3HAKU; TakKue
KaK CYJOpPOTH, TUIIOTOHHMS, TPOOIEMBI C
KOpMJICHHEM,  3aJiep)KKa  pa3BHUTHS,
norepsi cinyxa, arpous 3pUTEIBHOTO
HEepBa, AaTaKCHs, aJIONelHs, KOXKHas
coinb. KoKHBIE MPOSIBICHUS BKJIIOYAIOT
KOXXKHYIO CBIIIb, JK3€My, aJOTCIHIO,
KOHBIOHKTHUBUT, BHUpPYCHBIE u
rpuOKOBblE  MH(QEKIMU  BCIEACTBHE
HUMMYHOJIOTHYECKOH IUChYHKLIUH.
MoryT OBITh OOHAPYKEHBI YeITyiHuaThie
9pUTEMATO3HbIC OJISIIIKK HA CrudaTesnsx
U B IEPHOPATBHOH 00macTH, a Takxke
BBICBIIIAHUS, TIOXOKUE Ha ceOopeiHbIN
nepMatuT. B TsKenbIX cilyyasx MOryT
HAOIOATHCS KOPKH, JTMXCHUPHUKAIHS 1
OTKPBITHIC TOPaXKEHHsI, KOTOPbIE MOTYT
CTaTh  BTOPUYHBIMH  HHQEKIHAMH.
Hapymenust merabonusma JIUNHIOB U
U3MEHEHHMsT B COCTaBe KOXH MOIYT
UTpaTh POJb B KOXKHBIX MPOSIBICHUAX Y
nanuenToB ¢ Hb. Muorma cuMmToMbl
MOTYT HMHUTHPOBATH MePBUYHBII
UMMYHOIE(ULIUT. U3-3a
HUMMYHOJIOTHYECKOH JCHYHKIUH
MOTYT HaOJIOAAThCS PELMIUBUPYIOIIHE
BUpPYCHBIE MU T'pUOKOBbIC HH(EKIUU.
Moryt OBITH 0o0OHapyKeHbI
pecriupaTopHble IpoOJIeMbl, TaKHe Kak
TUIEPBEHTHIISILUS, CTPUIOP U armHod. Y
HEKOTOPBIX MalMEHTOB [¢ Hb
MPOSIBIISIETCS] OMH CHMIITOM, HHOTJIA —
MHO’KECTBEHHbIE HEBPOJIOTHYECKHE U
KoxHble mnposeieHus. Cumntomer HB
MOYKHO YMEHBIIHUTh WJIM MPEAOTBPATUTD
¢ MOMOLIbI0 (HapMaKOIOTUYECKHX 103
nepopaibHoro OuoruHa. OnHAKoO eciu
BO3HHMKAIOT CIyXOBbIE U 3pUTENbHbIC
HapyIICHNs, OHH OOBIYHO COXPAHSIOTCS,
HECMOTpPS Ha TEPOPAIBHYIO TEpaIuio
ouoruHoM. Ecau ngereii ¢ ruy6okoi
¢dopmoii HB, BbIfBIeHHOH TpH
CKPUHHMHIE€ HOBOPOKAEHHBIX, JEYHTH
OMOTHHOM BCKOpe IOCJe POKIeHUS,
MOXXHO HPEIOTBPATUTH IMOTEPIO CiyXa.
[NosiBenne cuMNTOMOB BapbUpYeTCsl OT
2 HeJemb /0 2 JIeT, HO Y HEKOTOPBIX
MAIMeHTOB CHUMITTOMBI Ooe3Hu
MPOSIBIISIIOTCSL HAMHOTO MO3KeE.
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BbosbHbIE C

YaCTUYHBIM

JepUIIUTOM
OHMOTHHMIA3bI

1,47 £ 0,41 (23)

V HauueHToB ¢ HEJIEYEHBIM YaCTUYHEIM
Jne(UIUTOM OMOTHHHIA3bI MOTYT
HPOSIBIIATHCS JTIOOBIE U3
BBIIICTIEPCYHCIICHHBIX CHMITTOMOB, HO
OOBIYHO CHMITTOMBI 1200 BBIPAKEHBI U
MPOSIBIIIOTCS TOJILKO TOT/Ia, KOT/Ia
peOEHOK MOIBEpraeTcsi CTpeccy,
HAMpUMep, MPH JTUTSTBHON HHOEKITHH
WY I OTKAa3e OT elbl. Y peOeHka ¢
YaCTHUYHBIM AePULIUTOM OHOTHHHIA3HI,
KOTOPOTO He JIEYHIIH OHOTHHOM,
HaOJIIOIATUCH THIIOTOHMS, KOXKHASA CBIITb
1 BBIMIAJICHIE BOJIOC BO BPEMS SMIH30/1a
racTPO3HTEPHUTA B BO3paCTe ~ 6
MmecsiteB. [pu ieueHur OMOTHHOM
CHMIITOMBI HCUE3JIH. Y JIHII C
YaCTHYHBIM JEPUIIATOM OHOTHHUIA3EI
CHMIITOMBI MOTYT Pa3BHBATHCS TOJIBKO
IIPU CTPECCOBOM CUTYallUH.
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tToranbHas Hb

yactuyHas Hb

IleHTpajibHAsI HEPBHASI CHCTEMA
- OMUJICOTHYCCKHUEC MPUCTYIIBI
- TUTIOTOHUA
- 3a/ICPKKA IICUXOMOTOPHOI'O Pa3BUTHUA
- CMACTUYCCKUC TTapE3bI
- aTaKkCus

" HAPYIIICHHE YPOBHS CO3HAHHSI
- ayTHCTUKOIOI00HOE PacCTPOCTBO

Koska, ee NpWIATKH M CJIM3MCThIE 000J0UKH
* CYXOCTh M IICIYIICHUE KOKH
* CBIITb
- ce0OPEHHBIN AEPMATUT
- DK3eMa

. HHXCHH!I!I’IK&I 14848

* TOTaJIbHAS/9aCTHIHAS ajjoncnus

Opranpl 3peHHst H CJIyXa
* KOHBIOHKTHBHTHI
6nedapurst
* SI3BBI POTOBHITBI
- arpodus 3pUTEIHLHOIO HEPBA
- porododus
* MHOTIHSI
- ACTUIMaTH3M
- octpas JlebepomomooHast morepst
3peHus
- HICTarM

: O!l!Ta.HBMOHa[!e3

- KOCOTJIa3ue
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* OIICOKJIOHYC
- MUrMEHTHAA ACreéHepanusa CCTYaTKu

- Onedhapocmasm

- CCHCOHEBpAJIbHAA TYTOYXOCTh

HNmmyHHas cucrema
- UMMYHO/ e[l!I/I!]I/IT

- PEHUIUBUPYIOMINE I/IHSl!eKLII/II/I KOXH 1

rias

I'acTpoMHTECTHHAJLHAS CHCTEMA

- CPBIrMBAHUSA
* PBOTBI

JlbIxaTeJbHAasi CHCTEMbI
* IMaTOJIOT'MYCCKOC JIBIXAaHUC
a0 (06)

MeTabo1nyecKHe HAPVIIEHUS
- JIAKTaT-alua03
* TUIICPAMMOHUEMHMS
* I3MEHEHHE CIICKTPA OPTaHMYECKUX
KHCJIOT MOYH
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CHHIpPOM BHE3AIHOM JEeTCKOH CMEepPTH

Ta6auua 2.I'l. OcHOBHBIC KJIMHUYECKHE U Onoxumuieckue npusHaku HCT' mo qanHbIM
JIUTEPATYPHI.

TabGmuus! HET

Hpnﬂomelme I'2. Ouenka MOTOPHOT0 Pa3BUTUA MJAACHIIEB 110 HIKaJE

Anbn0epTa

Ha3sBanue Ha pycCKOM si3bIKe: MIKaa AlbGepTa MOTOPHOTO Pa3BUTHS MIIAJICHIIEB.
Opwurunansroe HasBanue: Alberta Infant Motor Scale (AIMS).

Hcrounnk (opuuuanbHbIi caiiT pa3paboTynkoB, mybiukanus ¢ Baruganuei): Piper MC,
Pinnell LE, Darrah J, Maguire T, Byrne PJ. Construction and validation of the Alberta Infant
Motor Scale (AIMS). Can J Public Health. 1992;83:546-50.

Tun (MoJUepKHyTH):
- IIKaga OLCHKH
- HHJEKC
- BONPOCHHK

- Japyroe

Ha3nauenue: MoTopHas mkaga a1d MiageHneB Ansbepra (AIMS), mkama
HaOIONATENIbHOM OIeHKH, OblTa pa3paboTaHa JUII W3MEpeHHs OOIIero JABHIATENbHOTO
CO3pEBaHMUsI y JACTEH OT POXKICHHUS 10 CAMOCTOSATEIILHOM XOAbOBI.

Copnepxxanue (mabJIOH): OCHOBBIBAasCh ~Ha  JIUTEpaType, 58 HaBHIKOB  ObUIM
CTCHEPHPOBAHBI U PACIIPEIENICHEI 110 YETHIpeM IMO3UIUAM: JIeXka Ha CIIMHE, JIeKa Ha JKHBOTE,
cuns u crod. KaxgoMy 13 HaBBIKOB IIPHCBAUBACTCS ONPEAEIICHHBIH OaJlI.

Kitou (unTepnperanus): 6auibl CyMMHPYIOTCS, IPOBOJUTCS O0IIast OLlEHKa MOTOPHOTO

Ppa3sBUTUA U OTKJIOHEHHE/COOTBETCTBHE HOpPMAJIbHOMY Pa3BUTHUIO B IEPLUECHTUIIAX
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Ixana Anp0epTa MOTOPHOTO Pa3BUTHA MJIA/ICHIIEB

Damunus, uMs

JaTa uccnempoBaHus:

YHCIIO/MECALY/TO

W nenTuukannoHHbIH
Jlata poXKICHUS: / /
HOMEp
XpoHOJIOTHYeCKHUIA
Uccnenosarens / /
BO3pacT:
Mecro npoBeneHust CKOppEKTUPOBAHHBIH
/ /
HCCIIEIOBAHIS BO3pAcCT:
[MpenmecTBytomue [TyHKTHI,
3aCUYUTaHHbIE 3aCUYHUTAHHEIC B Bamn no mikane
ITyHKTHI «OKHE»
TlonoxeHue Ha
JKUBOTE
ITonoxeHue Ha CIMHE
ITocanka
BcraBanue
OOwwii 6amn: MEPICHTHIb:

Ipumeyanus/peKOMeH JaluH:

HIKAJIA OHEHKHA MOTOPHOI'O PA3BUTHUA Y MJIAJJEHIIEB

Ne

HCCJICAOBAHUSA




IToso:keHne Ha

KHBOTE

Ioso:xenue aexa Ha sxxuBoTe (1)

dusnonornyeckas diexcus. [loBopaunBaer

TOJIOBY I OTBEACHMS, HOCA OT IIOBEPXHOCTHU

Ionoxenne jexa Ha ;kuUBOTE (2)

CHUMMETpUYHO NTOJHUMAET IOJIOBY IIOJ] YTJIOM
45°. He crioco0eH yep>KuBaTh rojloBy Ha

0}:[HOI71 JIMHUM C TYJIOBUILIEM.

IloJ10:keHUe HA JKUBOTE C ONOPON

JlokTn HaxoaaTCs mo3aau mied. bes
TIOAJCPAKKH ITOAHUMAET TOJIOBY MO YIJIOM

45°.

Omnopa Ha npeamieuss (1)

TMogHMMAET U yIEPKUBAET TOJIOBY MO YIIIOM
6oiee 45°. JIOKTH Ha OTHOM JIMHHUH C
riedamu. [ py/iHast KIIeTKa pa3MeniaeTcs mo

LEHTPY.

IMoaBHKHOCTH B MOJIOKEHHH HA )KHBOTE

ITomauMaet romoBy mox yriom 10 90°.

HexonTponupyemble NONBITKH EPEHOCA BECA.

L

Omnopa Ha npeamiedns (2)

JlokTn HaxXOoIATCs NEPEN IIeyaMu. AKTHBHOE
IOATATUBAHUC n0)160po;[1<a C BBITATHBAHUEM

Icu.
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IToso:keHne Ha

CIIUHE

Ioso:xenue aexa Ha cnuHe (1)

duznonornyeckas Qiexcus.
[ToBOpOT ros1oBBI; MOAHOCUT POT K pYKE.

becnopsimounble IBUKEHUS pyKaMH U HOTaMHU.

IoJioxkeHue Jexa HA cinHe (2)

IToBOpOT ros10BBI K CpEeAHEN JIMHUMY.

Heo0s3aTenbHbIi aCHMMETPUYHBIHA IEHHBIH

ToHn4eckuit peexc (AILTP).

IMonoxenue Jie:xka Ha cnuHe (3)

T'onoBa Ha O1HOM JMHUU C TYJIOBUIIEM.
JlBuraer pykamu, HO He CIIOCOOEH MOHECTH

PYKH K CpeHElN THHUU.

Ioso:xkeHue aexa Ha cniHe (4)

AKTHBHOCTH crubateneii men ¢
MOATATHBaHKEM 1ox0opoka. [logHoCUT pyKku

K CpelHel TMHAHN.

INoaHecenmne pyk K KOJEHAM

[MoarsruBanue noxdopoaka. Jloctaet pykamu

IO KOJIeHE#. AKTUBHOCTb OPIOIIHBIX MBIIIIIL.
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IMMocagka

IMocagka c moaaepxKKoit

[Togaumaet u KPAaTKOBPEMEHHO YACPIKUBACT

TOJIOBY Ha OZ[HOﬁ JIMHUU C TYJIOBHUIIEM.

IMocagka c omopoii Ha pyKH

YuepmnBaeT TOJIOBY Ha OJTHOM JIMHUU C

TYJOBHUIICM. KpaTKOBpeMeHHO OIMpacTCs Ha

pyKu.

ITonTsiruBanue B cuasiuee MOJI0KeHUE

[oararuBaer noadOPOAOK; roIOBa HA OJHOM

JIMHUY C TYJOBUIIEM UJIM BOEPEAU.

BceraBanue

Omnopa Ha HOTH ¢ nojAepxKKoi (1)

Bo3moxHO TIONEPEMEHHOC crubaHue B

TaSO6e)IpCHHOM " KOJICHHOM CYyCTaBax.

Omnopa Ha HOTH ¢ MO/IePKKOI (2)

lNonoBa Ha onHOM MMHWY ¢ TynoBuieM. benpa
HaXOJATCS 1Mo3aau ried. PasnooOpasHeie

JBWIXCHUA HOT'aMU.
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Omnopa Ha BBITSIHYThIE

PYKH

IlepexaTbiBaHue u3

M0JIOKEeHHe HA CITHHE 0e!

MoBOpPOTa

MOJIOKEHUS HA )KUBOTE B

IlnaBanue
3

Pyku BBITSAHYTEIL.
Ilonrarusanue

noA00pOIKa C TOIBEMOM

TNEPEHOC BECa.

rpyaHoil kiaetku. bokoBoit

JIBI>KeHHEe HHULMUPYeTCs
ronooii. TynoBuie
JIBUXKETCS KaK OJTHO

esoe.

IlaTTepH akTUBHOCTU

pasrubareneii.

IMonbITKa AOTAHYTHCS 10
npeaMera U3 ynopa Ha

npeamnjievbs

IlepeBopoTt

HepeKaTbIBa]—lPle M3 IMOJIOKCHUSA
HA )KUBOTE B MMOJIOKCHHE HA

CIIMHE C MOBOPOTOM

AKTHUBHBII IIEPEHOC Beca ¢
OJIHOM CTOPOHBI.
KoHnTpommpyemas nombitka
JIOTAHYTHCSA 10 IpeaAMeTa

CcBOOOJTHOM PYKOIA.

[IepeBopoTsl. [IBukeHus
pyk u Hor. bokoBas

(iexcus TyIOBUIIA.

IoBopor TynoBuma
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ITosio:keHUue HA

yeTBepeHbKax (1)

Ionnecenne pyk K

CTYNHAM

IlepexaTbiBaHue U3 MOJT0KEHUS
Ha CIHHE B M0JIOKeHUEe Ha

JKHBOTE 0e3 nmoBopora

_—

R

Horu cornyTel, OTBeJCHBI
W TIOBEPHYTHI KHAPYKH.
[osicHn9HBII T0p103.

Y,Hep)l(I/IBaeT TIOJIOKCHHUC.

CrnocobeH ynepKuBarth
HOTH B CPETHEM
MIOJIOKEHHH.
ITpucyrcrByer
MOJBUKHOCTb B TA30BOM

oTJeIIE.

BokoBoe BBIPSIMIICHHE TOJIOBBI.
TynoBuie ABIKETCS KaK OJHO

eJoe.

IlepexaTrbiBanue u3
10J10KeHHs1 HA CIIUHE B
M0JI03KeHHEe HA JKUBOTE €

M0BOPOTOM

AKTHBHOE BBITSITHBAHHUE

ITocanka 0e3

NOIEePKKA

IToBopor Tys0OBHIIA.

HOramMmu.

BriTsruBaercs , OTTAJIKNUBAasICh

IIpuBenenue nonaTox u
pasrubanue 1red. He

croco0eH yepxaTh
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TIOJIOKECHHUE.

Ilocagka ¢ omopoii Ha pykn

IMocagka 6e3 moaaep:kKu 6e3

ONOpBI HA PYKH

Ilepenoc Beca B
MOJIOXKEHHH cHst Oe3

MO/IEPIKKHU

BeiTaruBanue rpyaHoro oraena
M03BOHOYHUKA. JIBUKeHMs
TOJIOBBI, HE3aBUCUMBIE OT
TYyJIOBUILA; OIIMPAETCS HA

BBITSIHYThIE PYKH.

He MoeT ocTaBaThcs OJJMH B
CHISTYEM TT0JIOKEHUH

HCOTPAHUYCHHOC BPEMSI.

[lepenoc Beca Buepen,
Ha3aj Wix B CTOPOHBL. He
MOET OCTaBaThCs OUH B

CUIAYEM ITI0JIOKCHUH.

Iocaaka 0e3 onopbl HAa pyKH

)

ITonbITKA AOTAHYTHCH 10
npeamera ¢ noBOpoTomM B

MOJIOKEHUM CHISA

BceraBanue ¢

noauepxkoi (3)

Pyku He npyoKaThl K Tey.
Crioco0eH UrpaTh ¢ HIPYIIKOH.

MoskeT ocTaBaThCs OMH B

CuauT caMOCTOSTEIILHO.

TsHeTcs k UTpyLIKe C

Benpa naxomsrcs Ha
JIMHUY TUTed. AKTHBHBIN

KOHTPOJIb TyJIOBUILA.
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CUOAYEM ITOJIOKCHHUH.

[IOBOPOTOM TYJIOBHIIA.

Pa3znooOpasubie

JBUXCHHUA HOT'aMU.

Ioso:xeHne gexka HA OOKY €

onopoii

PeuunpoxHoe nosisanue

Ilepememenue u3
MOJIOKEHHUS Ha
4YyeTBePEeHbKAX B
M0JIOKEHHEe CHIS WIH

noJrycuast

Pa30011eHHOCTD HOT.

HenoaBmxHoCTh 1j1€Y.

HOBOpOT B Opeaeiiax ocy Teja.

PennnpokHbie IBIKEHHS PYK

U HOT C ITIOBOPOTOM TYJIOBHUIIIA.

Iepemeniaercs B 1aHHOE
HOJIOKEHHE U U3 HEro.
Moxer npuHUMAaTh

CUIOAYCC MOJIOKCHHUE.

PenunpoxHoe noszanue Ha

yeTBepenbkax (1)

IonbITKA TOTAHYTHCS 10
npeMeTa U3 ynopa Ha

BBITSIHYTYI0 PYKY

IToJsi0:keHue Ha

YyeTBepeHbKax (2)

Horwu oTBeneHs! u TTOBEPHYTHI

kHapyxu. [ToscHUYIHBIH

Tsuercs k mpeaMery

BBITSHYTOH pyKkoii. [ToBopoT

Benpa BbIPOBHEHBI 101

Ta3oM. YIUIOIICHHE
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JIOp/103; IIEPEHOC Beca C OAHOM
CTOPOHBI Ha JIPYTYIO ¢ GOKOBOH

(urexcueit TyIoBHILIA.

TyJIOBUILA.

MOsACHAYHOI'O OTACIA.

Moan¢punupoBanHoe

MOJIOKECHHE HA YE€TBEPECHbKAX

Ilepememenne u3
MOJIOKEHUHA CUIsA B

MOJIOKCHHE HA JKUBOTE

Ilepememenne u3
MOJIOKEHHUS CHAA HA

YETBEPEHbLKH

A

HepeMeLuaeTcst B TaHHOC
nojioxxeHue. Bo3aMoxxkHo

IIPOABUIKEHUE BIIEPEN.

[Tepemeriaercs U3 MONOKEHUST
CHIsL, YTOOBI JI€Ub Ha KHBOT.
[MoaTsruBaercs pykamu, HOTH

HCAKTHBHBEI.

AKTHBHO MOJHUMAET Ta3,
SICOANIIBI K
HEHarpy>XeHHYIO HOTY,
4YTOOBI BCTATh HA

YETBCPECHBKU.

CamocTosiTe/IbHOE CTOSTHHE

IlepBble maru

BceraBanue u3
MOAUGHUIHPOBAHHOIO
M0JIOKEHHUs Ha

KOPTO4YKax

wadl
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B Teuenue KOPOTKOI'O BpEMCHU
CTOUT CaMOCTOSATCIIBHO.
YPaBHOBeHII/IBaeT pe€akuuu B

CTYIIHAX.

XO0aUT CaMOCTOSITEILHO;
nepeABUTACTCA 6I>ICTp0

MCJIIKMMHU IIaraMu.

INepememaercs u3
HOJIOKEHHS Ha KOPTOUKax
B IIOJIOXKEHUE CTOSI C
KOHTPOJUPYEMOi
¢bnexcuelt u
BBINpSIMIIEHHEM Oesiep 1

KOJICHEH.

BceraBaHue U3 onopsl Ha

YeTbIpe€ KOHEYHOCTH

CaMocTosiTeIbHOE X0KIeHHe

Cupenne Ha KOPTOYKAX

BeicTpo oTTankuBaercs

JJagOHIMMH, YTOOBI BCTATh.

XO0IHUT CaMOCTOSTEIBHO.

CoxpaHsieT MOJIOKEHUE,
YpaBHOBEILHBAsI PEaKIUU
B CTYIHSIX H IIOJIOYKCHHE

TYJOBHIIA.

Iocaaka 0e3 onopbl HAa pYKH

@

IMonTaruBaercs AJst

BCTaBaHus € 0H0p0ﬁ

MoararuBaercst aas

BCTaBaHMs / CTOUT
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[TomoxeHne HOT BapbUpYeT.
Mitanener JIerko
MepeMenIaeTcsi U3 OTHOTO

TIOJIOKEHUA B IpyToE€.

OTTankuBaeTcst pykamu u

BBIIPAMIIAECT KOJICHU.

TloarsruBaeTcst, YTOOBI
BCTaTh; IEPEHOCHT BEC C

OJTHOM CTOPOHBI Ha

JPYTYIo

BcraBanue c onopoii ¢

IOBOPOTOM

Xo:kaeHnne ¢ onopoii 6e3

ImoBopoTra

IMonoxeHHe HA OTHOM

KOJICHE

IloBopor TynoBuIa u Tasa.

Xomut ¢ onopoii B 60KOBOM

HarpaBJICHUH 0e3 IOBOpPOTA.

MosxeT BcTaBaTh WK
TNIEPEMEIIATHCA B TaHHOEC

TIOJIOKEHHUE.

KoHnTpoaupyemoe onyckanue

M3 IMOJIOKECHHUSA CTOA

Pemmpoxﬂoe MmoJI3aHue HA

YeTBepeHbKax (2)

XozkaeHue ¢ onopoii ¢

MOBOPOTOM

Koutpomnupyemoe omyckaHue

TTnockuii MOSICHUYHBIN OT/IENI.

JIBrKETCs ¢ MOBOPOTOM

XoauT ¢ onopoii ¢
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IOBOPOTOM.

TYJIOBHIIA.

13 OJIOKECHUA CTOS.
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Mpunoxenue I'3. 3a6op OmomaTepuana 1uisi AMATHOCTUKH B MAATHAX KPOBH
HO}IFOTOBKa K B3SITUI0O KPOBH

IToaroToBka K B3ATHIO KPOBU CTaHAApTHA: MEAULMHCKUH IEPCOHAN JOIDKEH COOMOAaTh
NpaBUJla CTEPUJIBHOCTH, IIPOTHPas MECTO IIPOKOJAa pAacTBOPOM aHTUCENTHKA, HCIOJb3Ys

OIHOpPAa30BbIC I/IFJILI'CKapI/Id)I/IKaTopLI " NICpYaATKH.

Iosy4yenne cyxoro nsirTHa KpoBH

Kak npaBuno, s noimyuyeHus cyxux ImareH [72] KpoBb OepyT W3 manbla, TakkKe
BO3MOKHO HCITOJIb30BAHWE BEHO3HOW KPOBH, B3sTOM U3 mpobdupku ¢ DJTA (B 3aBHCHMOCTH OT
HCTIONB3yEMbIX HaOOPOB).

Y HOBOPOXKIECHHBIX KPOBb HAa HEOHATANBHBIN CKPUHUHT U PETECT OEPYT TOJIBKO U3 MATKH,
B MICKJTIOYUTENBHBIX CIIyJasx — M3 TMaiblia (P HEBO3MOXKHOCTH B3ATHS KPOBH U3 IISITKH).

Mecro mpokona (mATKa, Maien) claeayeT o0padoTaTh CTEPWIIBHOM  candeTkow,
cMoueHHOH 70% crnupToM, mocie 4ero IPOMOKHYTh CyXoil cTepuibHON canderkoit. Ileppas
Karuis, oOpa3oBaBLIasicss HA MECTE IPOKOJIA, HE UCIONB3YeTCs — €€ CTHPAIOT CYXHM BaTHBIM
tamnoHoM. [locnenyromme Kammy NooO4epeHO HAHOCIT B KPYTH Ha BIUTHIBAIOLIYI0 MEMOpaHy
TecT-O0naHKa. Kpyru Ha OnaHKe DOIDKHBI OBITH IPONUTAHBI PABHOMEPHO, HACKBO3b, 03 OelbIxX
MATEH Ha 00paTHO# cTopoHe Oianka (puc. 11'3). [ns moaydeHust ogHOTO msTHa Tpebyercs 80—
100 mxn xposu. ITocne HaHeceHHsT KpoBH Ha TeCT-OJaHK 00paselrl BEIIEPKHUBAIOT IO MOJHOTO
BBICBIXaHUS B TEUEHHE HE MEHee 2-X 4acoB IPH KOMHATHOH TeMIlepaType, He CONpPHKACasCh C
apyruMu  tect-Onankamu.  [locne  BeICymMBaHMA — TeCT-OJIaHKM — CKJIQJIBIBAIOTCA B

VHINBUAYAJIbHYIO YIIAKOBKY, HE COIIPUKACasACh WU HE HaAKJIaAbIBasACh NATHAMHU KPOBU OPYr Ha

XXX N

He macsimns. afinsmu noorummend evioun Mo wnnnvesn. acfu Manew s
*  Kanau AonXHbl NOAHOCTLIO NPONUTATL KPYXKM C 0BPaTHOM CTOPOHLI
*  He kacaittecs 061acTH, NPONNUTaHHOM KPOBBIO

Pucynox 1I'3. Cyxue nmsaTHa KpoBU Ha TeCT-OaHKe.

apyra.
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Jit  MOJIEKYJSIDHO-TEHETHYECKUX W OMOXMMHYECKMX HCCICIOBaHHI HE B paMKax
HEOHATAILHOTO CKPUHHMHTA, TIOMUMO KalelIbHOTO HAHECEHHsI, MOXKET MPUMEHAThCS HAHECCHHE
HEOOXOIMMOro o0beMa LENbHOH KPOBH Ha TECT-OJIAaHK I10JlyaBTOMATHYECKHUM J03aTOPOM,
Harpumep, U3 NpoOHPKH, COAepIKallel aHATM3UPyeMbIid GHoMaTepHa.

TpancnopTupoBKa TecT-0JIaHKOB OCYIIECTBIISIETCS IPU Temneparype He Bbiue 25°C [MP

CIIK].

AJTOpUTM JAelcTBHIi MEIMIMHCKOTO MEPCOHAIA MPH B3ATHH 00Pa30B KPOBHU:

° BBIMBITh PYKH (THTHEHUYECKHIl yPOBEHb), HAIETh epYaTKy;

° BBIMBITh PYKH TTaleHTa (MATKY peOeHKa, B CIydae, eClIM KPOBb OEpeTcst i3 MATKN);

. IIpOTepeTh 00IACTh NMPOKANbIBAaHUSA CTEPUIBHON canderkoil, cModyeHHOU 70% crmupToM,
MIPOMOKHYTh CyXOH CTepMIIbHOH caineTKoi; - MPOKONIOTh CTEPHIIBHBIM OIHOPA30BBIM
CKapH(pHKaTOPOM;

) CHSTB MIEPBYIO KaIlII0 KPOBH CTEPUIIBHBIM CyXHM TaMIIOHOM;

o MSTKO HaJIaBUTb JUIS TIOJTy4YeHHs] BTOPOH KaIllIi KPOBHY;

° MIPWIOKUTE TIEPHECHANKYJISPHO TECT-ONaHK K Kalule KPOBH M IIPOIHTATH €Tr0 KPOBBIO
HAaCKBO3b;

o aHAJIOTHYHBIM 00pa3oM HAaHECTH Ha TecT-OJIaHK 6-8 Kamelnb, BHJ ISTEH KPOBH JOJDKEH

OBITH OMHAKOBBIM C 00EHX CTOPOH.

° BBICYIIUTh TECT-ONaHK B TOPU3OHTAIBHOM IOJNIOXKEHHUM HAa YHCTOH O00E3XKUPEHHOH
MOBEPXHOCTH He MeHee 4 4 0e3 NpHUMEHEHHs TEeIUIOBOH OOpadOTKM M IOMafaHus IMPSIMbIX
COJTHEUHBIX JTy4ei;

° YIaKOBaTh TECT-OJAHKH B YHCTBIH KOHBEPT TAKUM 00pa3oM, 4YTOOBI ISITHA KPOBH HE

COIIpUKaCaIUCh.

Oco0enHocTH NpH MH(PY3HOHHOI Tepanuu

HexoTopple mamueHTs! MOTYT TONy4aTh HMHQY3HOHHYIO TEpaluio, IepelIrBaHUC
KOMIIOHEHTOB KPOBH, YTO MOXKET OKa3aTh BIMsSHME Ha pe3ylbTaTbl TecToB. Hampumep, mpu
NIepeIMBaHNY IUIa3MbI KPOBH MOTYT OBITh ITOIYYCHBI JTOKHOOTPHIIATEIBHBIE PE3YIBTATEL, TAK KaK
omnpezensieMsle (epMEHTH HAXOAATCA B IUIa3Me U B KIETKaX KPOBU. PeKOMEHIyeTCs OCYyIeCTBUTh
3abop kpoBu mns ¢pepmentHod u JIHK-muarHoctuku He paHee, 4eM dvepe3 6-7 mHeil mocie

nepeMBaHus 1JIa3Mbl KPOBU U YEPE3 7-10 nHE# mocite NepeInBaHusl KOMIIOHEHTOB KPOBH.
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He nomyckaercst 3a00p KpoBH:

° cpasy Ioclie IPOBEJICHHs MAlUeHTy HH(Y3HOHHOIT Teparuy;

[ ] Cpasy IocCJI€ 3aMEHHOI'O IEPEIIMBAHNUA KPOBU.

XpaHeHHe M TPAHCIOPTHPOBKA GHOMAaTepuaJia

OO6pas3ibl BEICYNICHHBIX NATEH KPOBH MOXKHO XPAaHHUTh B OOBIYHOHM KaMepe XOJIOJUIbHHUKA
npu +4°C no ormpaBku. Cpok XpaHEHHUs] JO MOMEHTa OTIPABKMU HE JOJDKEH MPEBBIAThL 7 AHEH.
Temmneparypa mpu TpaHCIOPTHPOBKE Ouomarepuana noipkHa ObiTh oT 0°C nmo +10°C. Ecnum
XPaHMTb JIONIbIIE W NP OoJiee BBICOKOH TeMIepaTtype, TO aKTHBHOCTh (bepMeHTa Jaxe B HOpMe

MOXKET CHMXKATBCS, UTO MPUBEACT K JIOKHOIIOJIOKUTEIbHBIM PE3YyJIbTaTaM.
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