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Cnmcok cokpameHui
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TepMuHbI U onpeaeIeHUs
(DCpMeHTHa}I 3aMCCTHUTCIIbHAA TEpaluAad — JICYHCHUC, 3aKI0YaromecCsa BO BBCIACHUU
npenapara (peKoMOMHAHTHOTO (epMeHTa) NaIMeHTaM C HAcJEJICTBEHHBIM HapyIICHUEM
MeTaboIM3Ma.
JInzocomMnbie OOJIE3HH HAKOILUIEHUS — rpyimima HaCJICACTBCHHBIX  MOHOT'CHHBIX

3a00JIeBaHUH, CBS3aHHBIX C HAPYIIEHUEM (PYHKIIMH JTU30COM



1. KpaTkasi ungopManus mo 3a00J1eBAHNI0 UM COCTOSTHHIO

1.1 OmnpenejseHue 3a00JeBAHUA HWJIH COCTOAHHMS (rpynnbl 3a00JeBaHUl  UJIH

COCTOSTHMI)

bonesnr @adpu (b®) wnu 60ne3ns Annepcona-dadpu — HacIeICTBEHHOE 3a00JICBaHUE,

OTHOCSIIIeeCs K TPYIIE JTN30COMHBIX Oonesnel HakoruieHus (JIBH), o0ycrnoBieHHOe CHIYKEHUEM
WM OTCYTCTBHEM aKTHUBHOCTH (epMmeHTa o-rajgakrosunasel A (AL'AJD). Hedbunur dbepmenra
NPUBOJIUT K HAKOIUICHHIO TIIMKO(OCGHOIMIUAOB B JM30COMax KJIIETOK Pa3IMYHBIX OPraHoOB,
BKJIIOYAs cepile, MOYKH, HEPBHYIO CHUCTEMY M OHJIOTEIHH COCyHOB. 3a00JeBaHHE HOCUT
MPOTPECCUPYIOIINNA MYJIbTUCUCTEMHBIM XapaKTep, XapaKTEepU3YeTCs CHMKEHHEM KauecTBa M
MPOJODKUTEILHOCTH KU3HU. be3 COOTBETCTBYIONIEro J€UeHUs CMEpPTEeNbHBIA HCXOM, Kak
OpaBWJIO, HAcTymaeT Ha 4-5M  JCCATUIIETHH  KU3HH OT  CeplEeYHO-COCYIHUCTHIX,
1epeOpOBACKYISIPHBIX OCJIOKHEHUN UM MIOYEYHOU HEJOCTaTOYHOCTH [ 1,4].

1.2 DTHOJIOTHSI ¥ _NAaTOreHe3 3a001eBaHUsI HJIM_COCTOSIHHUS (rpynnbl_3a00J1eBaHuii

HJIN COCTOSTHHM)

[Ipuunnoit BosuukHOBeHust b® siBnstorcs myranuu rena GLA, koaupyromero GpepMeHt
a-ranakrozunazy A (GLA; EC 3.2.1.22, AT'AJI). I'en GLA xaptupoBaH Ha JJIMHHOM ILIeYe
xpoMocoMbl Xq22.1, umeet pazmep 0kosio 12 ThicsSY nap HyKJICOTUIOB U COCTOUT U3 7 SK30HOB.

K nacrosimemy Bpemenu uaentudummupoano 6onee 600 BapuantoB B rene GLA, B Tom
yrcne okoio 500 maToreHHBIX MyTalllii, MU3MEHSIOMUX CBolicTBa U cTabmibHOCT AT'AJT [1.4].
BonbIIMHCTBO MyTaluii SABISAIOTCA YHUKAJIbHBIMU I Kaxaou ceMbpu. b Hacnenyerca mo X-
CLEIUIEHHOMY THILY.

[lepBuunbM OnoxumuyeckuM nedexkroM npu bd sBisercss HegOCTaTOUHOCTh (hepMeHTa
AT'AJI, KOTOpbIN OTIICIUIAET TEPMUHAIBHBIA OCTAaTOK O-TAJAKTO3bl OJUTOCAXapUIHON LIEMH
HEUTpaIbHBIX TTUKOCPHUHTONUMUA0B. HegoctaTouHocTh (pepMeHTa MPUBOAUT K HAKOIJICHHUIO B
JM30COMax pa3HbIX KIETOK (SHAOTENHANbHbIE W TJAJAKOMBIIIEYHbIE KIETKH COCY/OB,
ANUTENUANbHbIE KJIETKH OOJBIIMHCTBA OpPraHOB, LEHTPaJbHOW HEPBHOW CHUCTEMBI, CEpJIa)
TIUKOC(HUHTOTUTTUIOB.

1.3 Dnupemuonorusi 3a0oJieBaHUS WM COCTOSIHMSA (TPynmnbl 3200/1eBAHMI WM

COCTOSIHMIT)

b® otHOocuTCcs K penkum 3aboneBaHusM. YacToTra OO0J€3HM B Pa3IMYHBIX CTpaHaX

BapbupyeT B mupokux npeaenax (ot 1 Ha 117 000 mo 1 Ha 476 000 XHUBBIX HOBOPOXKIEHHBIX)
[1]. YacTrora HOBBIX ciaydyaeB b®D, omeHeHHass Ha BBHIOOPKAX HOBOPOXIEHHBIX MAaJIbYHKOB,

cocraBmna B MHWramum 1:3100 [2], a na Taiteane 1:2400 [3]. BepositHo, urOo Oosee



pactpoCTpaHEHHBIM SIBIISIETCSA JIETKOE, aTHMHYHOE TeueHrue b®d ¢ mpu3HakamMu TOpaKeHUs
OJIHOTO OpraHa.

[Ipu npoBeneHUH CKPUHUHTA TPYIIT BBHICOKOTO PUCKA Y MYXYUH U KEHIIUH C PAHHUM
uHCcyabTOM Joisi b® cocraBuna 4,2% u 2,15%, COOTBETCTBEHHO, C TUIEPTPOdUEH JIeBOTO
Kenynouka HescHoro mpoucxoxaeHus — 0,9-3,9% u 1,1-11,8%, ¢ TepMuHAIBHONW TOYECYHOM
HenocratrouHocThio — 0,33% 1 0,10% [1,18,36].

1.4 OcodeHHOCTH KOJIUPOBAHUA 3200J1€eBaHNS NI COCTOAHUA (rpynnsl

3200J1eBAHHM MJIM cOCTOSIHMIT) 1m0 MeXIyHapoaHoi CTATHCTHYECKON KJaaccupukamuu

00J1e3HeH M MPo0JIeM, CBA3AHHBIX CO 3I0POBLEM

E75.2 — [ipyrue chunronununossl (6one3np Gadpu)

1.5 Kaaccudukauusa 3a001eBaHUS HJIH_COCTOSIHMA (IpPynnbl 3a00JieBaHUI WU

COCTOSTHMI)

B® otnocutcs k JIBH, nmoarpynne cunronununo3oB. C KIMHUYECKOW TOUKH 3PEHUS

BeIZIEISIIOT 11Be (hopMbl bD — kimaccuueckyro (neOroT B JIF000M BO3pacTe, MYJIbTUCHCTEMHOE
MOpa)keHNEe) U HEKJIACCHYECKYIO (IT03/1Hee Havajo, U30JIMPOBAHHOE MOPAKEHUE OJTHOW CHCTEMBI
OpraHoB: TOJIOBHOT'O MO3ra, cepla uiu mnoyek) [1,4].

1.6 Kianandeckass KapTHHA 3200J1eBaHUS MJIM COCTOSIHNA (rpynnbl 3200JeBaHUHA

WJIU COCTOSAHMI

Knunnueckue nposineHus npu b® Moryt ObITh Ype3BbIYAiHO pa3HOOOpa3HBIMH KakK Y
JUL MYXKCKOTIO, TaK M JKEHCKOro II0ja JaXke Yy 4YJICHOB OJHOM CeMbH. BbIpaKeHHOCTH
KIMHUYECKUX nposiBieHuit bd B pasHoM Bospacte npuBeaeHa B [Ipunoxenun I'1 [1,4].

Buemnue ocobeHHOCTH. ['€eMU3UTOTHBIE MY>KUMHBI YaCTO UMEIOT XapaKTEPHbIN BHEIIHUN
BU/JI, HAIOMUHAIOIUN OOJIBHBIX C aKpOMerajuel — BBICTYIAONIUE CYNpaopOUTalbHbIE TYyId U
J00HBIE OYTpbl, BEICTYIAOLIAs HUXKHSIS YENIIOCTh, YBEJIMUEHHbIE TyObl, 3aMaBIias NepeHOCHLIa.

KoxHble mposBieHUs. AHTHOKEpPaTOMBl MPEACTABIEHbl YETKO OrPAaHUYEHHBIMU
nanyjgamMM KpacHOTrO, TEMHO-KpacHOro, OOpIOBOro, JMJIOBOTO WM CHHE-YEPHOIO I[BETa
pasmepoMm 0,2 - 1,0 cM. oOpa3zyromniuecss U3 CKOIUIEHUN OTIEIBHBIX KPOBEHOCHBIX COCYIOB B
BEPXHUX CIOSX IEPMbl U YTOJIIICHHUE DIHUAEPMUCA B BHUJE MOBEPXHOCTHOIO THIIEPKEPATO3a.
Ouary Ha HayaJlbHOM CTaauuU IUIOCKHE, Oosiee CBETIIOro LBEeTa U Jierye mnoajarotcs cxaruto. C
TEYEHUEM BPEMEHM OHHM TEMHEIOT, CTaHOBATCA TBEPKE W CIIETKA NPUNOMHATHL HaJ
MOBEPXHOCTHIO KOXH. OOBIYHO OHHM pPACHOJIOXKEHbl CUMMETPUYHO B MAxXOBOH o0yiacTu, Ha
AroAunax, Oenpax u B o0JacTH MymnKa, Ha JAgoHAX. EJMHUYHBIE aHTHOKEPAaTOMBI MOTYT
npuoOperaTh BUJ €IMHUYHOM aHreoKepaToMbl, capkombl Karomm, MHOTeHHOW TpaHyleMBbl,

IMUTMCHTUPOBAHHOT'O 0a3aJIbHO-KJICTOYHOTO U IJIOCKOKJIETOYHOTO paKa B HCKOTOPLBIX ClIydadax



MEJIaHOMY. AHIMOKEPaTOMBI IPOSBIISAIOTCS B IETCTBE U MNOCTEIIEHHO C FOJJaMU YBEJIMYMBAIOTCS B
KOJIMYECTBE M B pa3Mepax. MOryT BO3HMKHYTHb TAaKXE AHTHMOIKTAa3UM B CIM3UCTOW pTa U
KOHBIOHKTHBE. M3BecTHBI citydan b 6e3 anrnokeparom.

Ilepugepuueckast HepBHas cuctema. bd oTHOCHUTCS K 0OJIE3HEHHBIM MOJIMHEBPOIATHUSM.
VY nauuentoB ¢ b® B 60-80% cinyuaeB HabmOaeTCs XpOHUYECKas: BhIpaKEHHAs, U3HYPSIOLIas
HEeBpomaTtuyeckas O00ib B KOHeUHOCTsX. s 3Toi 00NM THUNMYHBI TaKHe KajJoObl, Kak
JUTHTETbHAS KTydast 00JIb, CTpPENSIoNIasi MpoH3aImas 60b, 00Jb, TOJO00HAS AICKTPUUECKOMY
paspsay, akpolapecTe3ud — CIIOHTaHHbIE HENpPUATHbIE HEOOJIeBblE OILYLIECHUsS [0 THUILY
IIOKAJIBIBAHUS UTOJIKAMU, IIOJI3aHUsI MypallIeK B KUCTSIX U CTOIAX, aJuIoJUHMS — 00JIb B OTBET Ha
HeOO0JIeBOM CTHMYyJI, THUNepHaTus — 4pe3MepHas OoneBas peakius Ha OOJEBOW CTUMYJ, OHA
MOYXET OBITh KaK MEXaHWYECKOH, TO €CTh OOJIb Ha MPUKOCHOBEHHE KHCTOYKOM, BaTKOH, TaK U
TEMIEpaTypHOH - TMpU TEPMUYECKOM BO3JCHCTBUU, MpPU TOBBILIEHUM TEMIIEPATYphI
OKpykatomiel cpenpl. HekoTopble manMeHThl TakKe OTMEYaroT JeJIeHsIlyro 0oib B o0nactu
JIAJJOHEN HAa MOpO3€.

KpomMe mnocTossHHOM HeBpomaTHYecKol OoiM u akpomapecte3uil i bD TunmuyHbI
0o0JieBble KpH3bl, KOTOPbIE YaCTO BO3HMKAIOT MPHU MEPEMEHE MOrofbl, JUXOpaaKe, (Hu3ndecKoi
Harpyske, cTpecce M Iocie NMpHeMa ajlKorojs. DTH 3MU30/bl MOI'YT BO3HUKHYTh y JIUI] 000OUX
II0JIOB U HadaTbes yxke ¢ AByX JjeT. [lpu kpuze ®abpu 601p npuolOperaer Oonee MydUTENIbHbII
XapakTep, MOKET UPPAJUUPOBATh W3 AUCTAJIBHBIX OTIEIOB KOHEUHOCTEH B IPOKCHUMAJIbHBIE,
JUINTCA OT HECKOJBKUX CEKYHJ 10 HECKOJIBKMX HEJENb M HE CHUMAETCs HApKOTHYECKUMU
aHajpreTukamu [35].

Tounblli MexaHu3M HeBpomnaTuueckoi 6omu npu b® ocrtaercs 10 KOHIIA HE U3YYEHHBIM.
[Ipenmonaraerca, 4ro O0Jib SBISETCS PE3yJbTaTOM CTPYKTYPHBIX HOBPEXIAECHUH TOHKHX
HEPBHBIX BOJIOKOH B pe3yJibTaTe€ HAKOIUIEHUS TIJI000TpHAO3WILEpPaMUaa B aKCOHaX HEPBOB,
FaHMIMAX 3aJHUX KOPEIIKOB M B vasa nervorum (JIaT. cOCYyZbl HEPBOB). DTO 00JE€BOM BapuUaHT
MOJIMHEBPOIIATUM TOHKHMX BOJIOKOH, Nepudepuyeckas HeBporaTtudeckass 00ib. Takke N3BECTHO
o Kanpuupukanuu tanamyca rnpu b® (ueHrpanbHas HeBpomaTuyeckas 00J1b MPU MOBPEKIECHUU
Tajamyca).

Hapymenune norootnenenus. Y mnanueHToB ¢ b® yacTo BCTpeyaeTcs CHUKEHHE WIH
MOJIHOE  OTCYTCTBHE  TMOTOOTHENEHMsS. OTH HU3MEHEHHsS CBS3aHbl C  HAKOIUIEHUEM
I1000TpHAO3UIIIIEpaMuU/ia B MOTOBBIX JKejle3aX U B CTEHKaX KpPOBOCHAOXAIOIMIMX UX COCYIIOB, a
TaKKe C TOpaKEHUEM BEreTaTUBHBIX HEPBHBIX BOJIOKOH (BEreTaTHUBHBIA  BapUaHT

MOJIMHCBPOIIATUU TOHKUX BOJ'IOKOH). B PECAKHUX CliydasaX Ha6JIIO,I[aCTC$I THIICPIrUaApPO3.



entpanpHas HepBHas cucteMa. b M0XHO OTHECTH K 00JIE3HU MaJIbIX COCYAOB (MaJIbIX
aprepuil u aprepuon). Y nanueHToB ¢ b® BBICOK pUCK pa3BUTHS TPAH3UTOPHBIX MIIEMHUYECKHUX
aTak M HWIIEMUYECKUX/TEMOPPAarHuecKuX HWHCYJIBTOB YK€ B MOJOJOM Bo3pacte. Yacrtora
MHCYJbTa cocTaBisieT 6,9% y myxxuuH u 4,3% y >keHIIMH. Y OOJbIIMHCTBA OOJBHBIX UHCYJIBT
pa3BuBaercs B Bo3pacte oT 20 10 50 yer, B TOM 4HcIe Y KaKI0ro MATOr0 U3 ATUX OOJIbHBIX - B
Bozpacte 210 30 sier. ['emopparnueckuili HHCYIbT y MYXXYMH BCTPEUYACTCS Yallle, YEM Y KEHILUH.
Y 2/3 OONBHBIX MHCYJBT SBIAETCS CIEACTBUEM aTHIIMYHOTO TEYEHUs OOJNe3HH C
M30JIMPOBAHHBIM MOPAXKEHUEM COCYA0B rojioBHOro mo3ra. B 50% b® aebrotupyer ¢ MO3roBoro
uHCcynbTa. Benencrsue storo b® crnenyer mono3peBaTh y BceX OONBHBIX ¢ PAHHUM Pa3BUTHEM
WHCYJIbTa JaXe MPH OTCYTCTBUU OYEBUAHBIX MNPUYMH U (QakTopoB pucka. Kpome Toro,
BCIICJCTBUE XPOHHUYECKOW HIIEMHUHM TOJIOBHOIO MO3ra MOXET pa3BUBATBCS COCYIQUCTas
JEMEHLHUsI, Ul KOTOPOM XapakTepHO CHMIKEHHUE IaMSITH M IOBEJCHYECKHE HapyLIEHUs
[1,4,7,35].

[Topaxenue mouek. [lepBbie CUMITOMBI — MUKPOATLOYMUHYPHUS U TPOTCHHYPHS 4Yallle
HOSIBJISIFOTCSL B MOJPOCTKOBOM M B3pPOCIOM BO3pacTe, HO MOI'YT MOSBHUTHCS U Ha IEPBOM
JgecatuneTuu xKu3Hu. C BO3pacTOM MPOTEHHYPHUS NMOCTENEHHO HAPACTAET U MOXKET JIOCTUIaTh
HE(POTUYECKOTO YPOBHS, XOTS pa3BepHYThI HEDPOTHUYECKUI CHUHAPOM OOBIYHO HE
pazBuBaercia. Hepenko oTMewaroTcsi  KaHaublieBble  HapyuieHus. llporeunypust He
CONPOBOXKAACTCS HM3MEHEHMSMM MOYEBOro ocaaka. llo3gHee HauMHAeTCs IOCTENEHHOE
CHI)KeHHE (YHKIMU TOYEK, KOTOPOe MPUBOJUT K PA3BUTHUIO TEPMHHAIBHOW XPOHUYECKOMH
noueyHoit HegoctatouHoctu (XITH). [Mocneansis ocraercs ogHON U3 OCHOBHBIX MPUYHH CMEPTH
naneHToB ¢ b®d, XxoTs 3amecTuTenbHAs MOYEYHAs Tepamus WIM TPAHCIUIAHTALMS TOYEK
MO3BOJISIIOT MPOJJIUTH KU3Hb TAKUM OOJBHBIM. Y MAaIlMEHTOB ¢ Hekyaccuuecko bd Bo3MOXXHO
M30JIMPOBAaHHOE MOpaKEHHE MOYeK. B TakuxX ciydasx AUar€Ho3 MOKeT ObITh YCTaHOBJIEH Ha
OCHOBaHUU UCCIIEZIOBaHUA MTOYeYHOro ouonrarta [1,4].

[Topaxxenne cepaua. IlopakeHnme cepama OTHOCAT K YHCIY paclpOCTPAHEHHBIX M
IPOrHOCTUYECKH HeOsaronpusTHeIX npossieHnit b®. ImenHo 3aboneBaHus cepAua CTOAT Ha
MEPBOM MECTe Cpelu MPUYMH cMepTu y manueHToB ¢ b® (34% cpeau myxunH u 57% cpeau
JKEHIHUH). XapaKTepHbIM TPU3HAKOM TMOpakeHHs cepama npu bd sBrusercs runepTpodus
JIEBOTO JKEIyJ04YKa, KOTopas MOKeT ObITh BbIsiBIeHa ¢ nomouisio OKI', sxokapauorpadpuu u
MarHUTHO-PE30HAHCHOW TOMOrpaduu.

VYTonmeHne ~ CTEHOK  cepAlia  Helmb3sd  OOBSICHUTh  TOJNBKO  OTJIOXKEHHEM
TIMKOC(H)UHTOMUIIUAOB B MUOIIUTAX W MPOBOJSAIICH TKaHM, TaK KaK WX JIOJII COCTABIIAET MEHEee

3% ot obOmeit wmaccel Muokapaa. COOTBETCTBEHHO, Oolieeé Ba)XKHOE 3HAYCHHE UMEIOT



runiepTpodust MuoruToB U Gudpos. ['mneprpodus u Gudpo3 MrOKapa YACTO COMPOBOKITAFOTCS
JMACTOTMYECKON TUC(YHKIMEH JIeBOTO *Kemynouka. Jnst oneHkn GyHKIMU cepala NPUMEHSIOT
TKaHEBYIO Jomruiepaxokapauorpaduio (mommiep-2xoKID'), pe3ynabTaTel KOTOPOH MOTYT HMETh
BaXHOE 3HAUYEHHE B JUArHOCTHKE OECCUMOTOMHOIO MopaxeHus cepaua. Hapymenus
JTUACTOIMYECKON (YHKIIMM MOTYT TPUBECTH K PA3BUTHUIO CEPACYHOM HEJOCTaTOYHOCTH.
[Tpu3Haky 3acTOMHON cepIeYHON HEA0CTATOYHOCTH BIABISIIOTCS Y 11% MyxunH u 6% XKeHIUH
¢ b®. Yacro pa3BuBalOTCSI NpPEICEPAHBIE M JKEIYJOYKOBBIE APUTMMM UM HapyLICHUS
npoBoauMocTH. MHpapkT Muokapaa Obul AUArHOCTUPOBAH TOJIbKO y 2% manueHtoB. Tem He
MeHee, cTeHokKapaus HaOmomanack y 13-20% manuentoB ¢ b® u wame npu HaIWYuu
runepTpoduu JeBoro xemyaouka. M3mMeHeHus kimanmaHoB cepiua npu b® BcTpedaroTcs 4acto,
HO OOBIYHO HE HUMEIOT KIMHHUYECKOTo 3HAaYeHHs. BO3MOXHO MOHOCHMIITOMHOE TEYECHHE
3a001eBaHUs ¢ TOPAKEHUEM TOJIBKO cepana (Heknaccuyeckas bd) [1,4,13].

[Topaxenue numparnyeckoil cucreMsl. PazButue aumdeneMbl CBA3aHO ¢ HAKOIJICHHEM
TJIMKOJIMITU/IOB B CTEHKAX JIMM(paTHIECKUX cocynoB. Y OonmbHBIX B numdenema nposisisiercs B
MOJIPOCTKOBOM MJIM B3pOCJIOM BO3pacTe€ M MNpPU OTCYTCTBUM HEOOXOAMMOIO JIEUYEHHUS MOXKET
MPUBOJIUTH K BBIPAKEHHBIM TPOPUUECKUM H3MEHEHHUSM C U3BSA3BICHUSMU KOXXHOTO TOKpPOBA
HUKHUX KOHEUYHOCTEH U OCTIOKHATHCS POKHUCTHIM BOCIIAJICHUEM U CETICHCOM.

OdTranpmonoruueckie HapymeHus. TUnuIHbIM cuMnToMoM b®D sBrsieTcsi moMyTHEHHE
poroBuniel B Buae 3aBUTKOB (70-90% OompubIX) [1,14,15]. Penxo BcTpewaroTcst 3amHss
cyOKarcynspHasi KaTapaKkTa U MOpaXxeHUe COCYJI0B CeTUATKH.

V3MeHeHHs co CTOPOHBI OPIaHOB CIyXa U BECTUOYISIPHOTO anmnapara. Y nanueHTon ¢ b
MO’KET OTMEUAThCsl CHUYKEHHUE CITyXa, IIyM B YIIaX, TOJIOBOKPYKEHHE.

OcobenHoctu KIMHUYECKON kKapTuHbl b® y nereii. IlepBble KIMHUYECKUE MPOSIBICHUS
b® y nereli yamie BCero BO3HMUKAKOT B IOAPOCTKOBOM M IOHOIIECKOM BO3pacTe, XOTS MHOTIA
NpU3HaKku 3abojeBaHus MoryT aebroTupoBath U B 2-4 roga [1,4,5]. CHavana cuMOTOMBI
3a005IeBaHNS UMEIOT HecnelupuYecKuil XxapakTep, 4TO 3HAYUTENIbHO 3aTPyIHSAET U 3aMeJIsieT
MOCTAaHOBKY JMAarHo3a. 9TO MOXKET ObITh 00Jb, AUCKOMDOPT B )KUBOTE, HEODOPMIICHHBIN CTYII,
CYXOCTb KOKHBIX TOKPOBOB, IUIOXasl NEPEHOCUMOCTD Kapbl, HHOIJAa MPUBOJAIIAS K Pa3BUTHIO
JUMOTUMUYECKHX, OOMOPOUYHBIX COCTOSHHUM, dMH30JMUecKre 00JM B CTOMax WM KUCTIX. Ecnu
0011 B pykax AeOIOTHPYIOT B BO3pacTe MeHee 3 JIeT, TO Bepu(UIUpoBaTh WX ObIBaET KpaiiHe
CJIOHO, T.K. BHELIHE 3MH30]] OOJM BBHITISAUT KaK HCTEPHKA, TICUXOMOTOPHOE BO30YXJIEHUE.
KocBeHHbIM NpPU3HAKOM SIBISIETCS TO, YTO pEOEHOK YCIIOKAaWBaeTcs B IPOXJIAJAHOM Boje

(bacceitH), ucHBITBIBaeT OOJErYeHNe, KOT/Ia JIOXKUTCS Ha XOJIOJHYIO TMOBEPXHOCTH (HAIpHMeED,
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kadenpHbIN T0T). B nanpHelnem xano0bl Ha 00JIM B KOHEYHOCTSX CTAHOBATCS 00Jiee 4acThIMU
U TIOCTETIEHHO PUOOPETAIOT TUITMYHBIE U1 D nposBieHus.

["acTposHTEpoNIOTHYECKHE TPOSBICHUS OOJE3HH MOTYT OBITh OJHHUM M3 TIEPBBIX
CHUMIITOMOB 3a00JIeBaHUSl B JETCKOM M IOHOIIECKOM BO3pacTe€ M BO3HUKaThb Ha IE€PBOM
JECATUIETUN KU3HM, OJHAKO, B CHJIY CBOEH Majod CHeuu(UYHOCTH SIBISIOTCS KOCBEHHBIMU
mapkepam b® B coderanum ¢ ApyrumMH Oojee TUNMYHBIME cuMiToMamu. Hambosee uacto
HAOJIO/TAIOTCS  CXBAaTKOOOpa3Hbie OOJIM B JKMBOTE, B3AYyTHE >KMBOTA, HEYCTOWYHMBBIA CTYII,
TOLLIHOTA, PBOTA CHUKEHUE alleTUTa U 1e(ULHT Beca.

Crnenuduueckoe  «MyTOBYATOE»  IOMYTHEHHME  pPOrOBUIBI  (TaKk  Ha3bIBaeMas
«BOPOHKOOOpa3Has» KepartomaTus win cornea verticillata) — gacTelii cUMITOM B JETCKOH U
MOJIPOCTKOBOM MOMYJSIiK TanueHToB ¢ b®. Ero mMoxxHO 00HapyxuTh B Bo3pacte 4-5 JeT.
Takast crienqupUUHOCTH JAeTaeT BO3MOXHBIM MPEANONIOKUTh Hanuuue bd Ha panHell craguu.
Takue U3MeHEHUs, Kak IOMYTHEHHE XpYyCTaJlMKa B BUJE paJuaibHON 3aJHEN CyOKancylispHOR
KaTapakThl - «kaTapakTbl Padbpu» U IBYCTOPOHHEW NEpPEIHEN KalCyIsIpHON U MOJKaICYIsIpHON
KaTapakThl PEJKO BCTPEHalOTCAd y JAETed M SBISIOTCA MAaTOTHOMOHMYHBIMU CHMITOMAaMu Yy
B3pOCIbIX OOJIBHBIX.

Tunuynbie KoxHbIe MposiBieHUs bD - aHrHOKepaTOMBI, Takke MOrYT HaOIIONAThCS Y
NAIUEHTOB Y€ B JIETCKOM Bo3pacTe. llepBble 37€MEeHThI 4acTo MOSBISAIOTCA B MOJAPOCTKOBOM
BO3pacTe, KaK MpPaBUJIO, OBIBAIOT E€IUHUYHBIMU M MOTYT MUMETb HETUIIMYHYIO JIOKAJIM3aLMIO
(ymm, rpyaHas KJieTKa), Ha CIM3UCTBIX MOJOCTH PTa, MOITOMY UX OOHapy)KEHHE YacTO BeCchbMa
3aTPyJHUTEIBHO U BO3MOXHO IOCJIE TIIATENBHOIO OCMOTPA.

[Topakenne mouek Takke 4acTo NEeOIOTHPYET B JIETCKOM Bo3pacte (B 3-5 neT), 0JHaKo,
KJIMHUYECKH OHO HUKAaK HE MpOsBIsAETCS. BBIABUTH €ro BO3MOXXHO TOJBKO J1IAOOPaTOPHBIMU
MeToaMu (CyTOYHasl SKCKpelus Oeska/anp0ymMuHa ¢ Mo4oii). [lepBbIM npu3HakoM TUCHYHKIUU
[IOYEK, 4YacTO HMMEIUIEM MECTO y JeTed W NOJIPOCTKOB, crpajaroumx bd, sBiasercs
AMU30/IUYECKAsi MUKPOIIPOTEUHYPHUS U MUKPOATIbLOYMUHYpUs (IKCKpELHs allbOyMHUHA C MOYOH OT
30 no 300 wmr/24 u). B nanpHelinieM anbOyMUHYpHUsi CTAHOBHUTCS IOCTOSIHHOM, €€ ypOBEHb
yBenuuuBaeTcs. Kak mpaBuio, Gojee Tskeloe MopakeHue MoyeK A JAeTed U MOAPOCTKOB He
XapaKTepHO, a KIMHUYECKUE MPU3HAKH MOSABISIOTCS Ha TPETHEM JIECATHICTHH KU3HU.

CuMOTOMBI TIOPAXEHUS CEPIECYHO-COCYAMCTOW cucTeMbl Npu b®P B MmOAPOCTKOBOM
BO3pacTe BeChbMa CIIOKHBI JJIsi JUAarHOCTUKU. Tak y MOJPOCTKOB OBIBAIOT MEpUOANYECKHE
HOIbEMbl WJIM TAJACHUS apTEepPUATbHOTO MaBICHMS, WM, Kak MpPaBUIO, OecCUMITOMHBIE

BApHUAHTLBI apHTMHﬁ, 3apCTUCTPUPOBAHHBIC Ha DJJCKTPOKApAHUOTrpaMMeE. O,Z[HaI(O, YCTKO
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muddepeHnrpoBaTh paHHue mposiBaeHUs B OT BO3pacTHBIX BEreTaTHUBHBIX HapYyLICHUH B
OOJIBIIMHCTBE CIIy4a€B HEBO3MOXKHO.

Jpyrumu KpaiiHe peAKUMHU HEBPOJOTMYECKUMU NposBiIeHUsIMU bd y nerei, sABIAIOTCS
1epeOpOBaCKYJISIPHbIE HApYIIEHUS, COMPOBOXKIAIOIIMECS TIOBBIIIEHHBIM PHUCKOM HHCYJIbTA.
HMeroTcs murepaTypHbI€ JaHHBIE O MALMEHTAaX, UMEIOLIUX MPEXOIAle HAPYIIEHUS] MO3TOBOIO
KpoBooOpartienus ¢ 12 ser [5].

Hapymenust ciayxa OTHOCATCS K TUNWYHBIM mposiBieHusM b®d. K Oosee paHHuM
CUMITOMaM, BO3HUKAIOIIUM B JETCKOM U MOJIPOCTKOBOM BO3pPAacCTe, OTHOCATCA LIYM (3BOH) B
ymax (OJHO- WM JBYXCTOPOHHMI) U TOJIOBOKPYKEHHME K KOTOPbIM C BO3pacToM
IIPUCOEIUHSETCS HEMPOCEHCOPHAs TYTOYXOCTh

K Menee cneuu@uuHbiM cuMnrTomaMm 3a00JI€BaHMsI, PEIKO BCTPEUAIOLIUMCS Y AETed U
MOJIPOCTKOB, TAK)KE€ OTHOCSTCS OCOOCHHOCTH BHEIIHOCTH (M3MEHEHUs MO TUIY aKpOMETaINH),
HApYIICHUs JbIXaHUSA, aHEMHs, CKelleTHble aHoManuu (aedopMalius IUCTAIBHBIX OTACIIOB
MeX(aJlaHIOBbIX CYCTaBOB MaJbLIEB PYK C HApyLIEHHEM MX MOJBUKHOCTH, YTOJIIEHUE
KOHIIEBBIX (pajlaHT TayblEeB MO TUIy «0apabaHHBIX NaOYEK»), OCTEOINEHHs, OCTEONOpPO3,
TPEIIMHBI U SPUTEMATO3HbIE U3MEHEHHsI TPUOOBUIHBIX COCOUYKOB HA OP3aIbHON MOBEPXHOCTU
A3bIKA; T[JIOCCUT, TPAHYJIEMATO3HBIM XEWIUT, TUIOTHUPEO3, 3aJep>KKa I10JOBOIO pPA3BUTHUS,

IpUanus3Mm, U ap.

2. IMarHoCTUKA 3200/1eBaHUS WIN COCTOSIHNUS (TPyNNbI 3200/1eBaHNI WJIH
COCTOSIHUII), MEIMIIMHCKHE MOKA3AHUSA U MPOTUBONOKA3aHUS K IPUMEHEHHU IO

METOJA0B THAI'HOCTUKHU

Juarno3 b® ycraHaBiIMBaeTCs Ha OCHOBAaHMU COBOKYIIHOCTH aHAMHECTUYECKHX U
KJIMHUYECKUX JaHHBIX, pEe3yNbTaTOB JabOpaTOpPHOrO uccienoBaHus (OMOXMMHYECKOTO U
MOJICKYJISIPHO-TEHETHYECKUX HCCIICIOBAHHN).

3anogo3pute b® mpome Npu HaIWYUMU KJIACCUYECKOTO BapHaHTa — CHUCTEMHOTO
3a00JIeBaHUS C MOPaKEHUEM MOYEK, CepALla, KOXKH, HEPBHON CHUCTEMBI, KEITyA0YHO-KUILIEYHOTO
TpakTa, opraHa 3peHusi. OqHaKo, NOpaXeHHe cepala UM MOYEK MOXKET ObITh €TUHCTBEHHBIM
nposiBienueM b®. V Takux manueHTOB OTCYTCTBYIOT KakKHe-THOO CHMOTOMBI 3a00JIeBaHUS B
JIETCKOM BoO3pacTe. JluarHocTHpoBaThb AaTUIMYHbIE BapuaHTbl b® MOXHO TOIBKO IIyTeM
ckpuHuHra rpynn pucka. IIpennmonarare b® crenyer y Bcex MalMeHTOB ¢ TunepTpodueit
MHOKapJa JIEBOTO JKEIyI0YKa HEACHOIO IPOMCXOXKIAEHUS W HWHCYJIBTOM, Da3BUBIIMMCS B

MOJI0/1I0M Bo3pacte (110 40 ner).
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Huppepenyuanvnasn ouacnocmurxa aneuokepamom. BBIIBIEHNE aHTHOKEPATOM SIBIISETCS
BAKHBIM JIMATHOCTUYECKUM «KIO4oM» npu b®D. Bo BpemMs KpHU30B, CONPOBONKIAKOLIUXCSA
JUXOpaJKOH M OOJIIMH, aHTHOKEPATOMBI MOTYT OBITh NPHHSATHI 32 METEXHAJIbHYIO CHIb, YTO
IPUBOJUT K YCTAHOBJICHHIO OLIMOOYHOrO JUarHo3a MeHUHruTa. JluddepeHunanbHbiil 1uarios
ClIelyeT TakXe IMPOBOJUTH C HACIEACTBEHHOM TIeéMOpPPAarn4ecKo TeslaHruikrasuend Penpro-
Ocnepa-Bebepa, ¢ anruokeparomoit dopnaiica, aHrHOKepaToMoil Mubemiu U OrpaHUYeHHON
HEBU(POPMHOIN aHTMOKEPATOMOM TyJIOBHIIIA.

AHTHoKepaTOMbl TaKXKe BCTPEYAIOTCS U NPH IPYTUX JIU30COMHBIX O0JIE3HIX HAKOIUICHUS:
6one3nu lunanepa, Gpyko3unose, raHrIMO3U103€, ACMIAPTATIVIFOKO3AMUHYPHUH U CHAIHMJI03€.

FBonesoti cunopom. bonesoit cunapom npu b® gacro conmpoBoxnaercs cy0heOpuIbHOM
auxopaakod M noBblleHHOM COD, YTO 4YacTO NPUBOJAUT K YCTAHOBJICHUIO <JIOXKHBIX»
JUarHO30B. PEBMATOUAHOIO apTpUTa, PpEBMAaTUUECKON JIMXOPAIKU, ApTPUTOB, SIPUTPOMEIAITHH,
cunapoma Perino.

lloueunas namonozusn. Ilpy HM30JIUPOBAHHOM MOPAKEHUU IOYEK MOYEBOH CHUHIPOM
MOYET OMIMOOYHO WHTEPIPETUPOBATHCA KaK XPOHUYECKHN JIATCHTHBINA TJIOMEPYJIOHEPPUT HIIN
UHTEPCTULMAIbHBIA HEPPUT.

Cepoeuno-cocyoucmas cucmema. CAMOTOMBI CXOHBI C KapAHMOMETalueil nin apuTMueit
HESICHOTO I'eHe3a.

Ogmanvmonoeuveckue Hapywienusi. C TOMOIIBIO MIETCBON JIAMIIBI  BBISBIISIIOT
IIOMYTHEHHE POTOBUIIBI B BUJIE 3aBUTKOB.

Kenyoouno-kuweunviii mpaxm. JenynouHo-kuuieyHble cUMITOMBbI npu bd umeror
CXOJICTBO C CHHJIPOMOM pa3/Ipak€HHOTO KUIIeUYHUKa, 601e3Hb10 KpoHa.

Huddepenunanbubiii quarno3 b® npeacrasnen B [Tpunoxenun [12.

2.1 ’Kaj100LI 1 aHAMHE3

CriekTp BO3MOKHBIX 5kaji00 y nanueHToB ¢ b® MoxeT ObITh BecbMa MIHUPOKUM U 3aBUCHUT
oT (opmbl 3a00s1€BaHMs (KJIACCMYECKOW WIJIM HEKJIACCHUYECKOH), mojia mamueHTta (y >KeHIIUH
3a00sieBaHNE OOBIYHO MPOTEKaeT B OoJjiee JIErkoil U crepToil popme), Bo3pacTa MaHU(ECTALUU
00J1€3HM U MHIUBUIYaJIbHBIX OCOOCHHOCTEH TeUeHUs 3a00IeBaHU.

XKayoObl 1 aHAMHECTHYECKHE COOBITHUS:

® OTATOUICHHBIM ceMeiHbIi aHamHe3 (00T B KOHEYHOCTSIX, PaHHUE WHCYJBTHI,
nH(apPKTHI, XpOHUYECKas nmoyeuHas HegocratouHocTs (XITH) B cembe);
®  YTOMJISIEMOCTD;

e Jlempeccus;
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aHTMOKepaToMa «HIXKE MOosiCa»: Ha SATOAMIAX, MOSCHUIIE, IMOJOBBIX OpraHax, Ha
HUKHUX KOHEYHOCTSIX;

CHIDKEHHUE CIIyXa, IIIyM B yIIax;

TOJIOBOKPYKEHUS,

001K B KHCTAX M CTONax (MYYHTEIbHOE YYBCTBO MOKAJIBIBAHUS WM TOJI3AHHS
Mypaniek B KOHEUHOCTSIX, O0JIbIlle B KUCTSAX U CTOMAaX (aKponmapacTe3un);
MOBBIIIEHUE YYBCTBUTEILHOCTH C JIOKAJIHM3AIMel B 00JIaCTH CTOI M KHCTEH;

00K B CycTaBax KOHEYHOCTEH, Oepax U rojeHsIX;

00J1eBbIEe KPU3HI (3TO XapaKTEPHOE OTIIMYUE OT APYTrUuX OO0JIEBBIX MMOJIMHEBPONATUN
TOHKHUX BOJIOKOH B 110J1b3y b®);

0O0JIH B KUBOTE,

JTUXOpaJiKa HECHOTO reHe3a,;

IJ10Xasi MEPEHOCUMOCTbh XO0JI0/Ia U YKAPHI;

TUIO- WK aHTUIPO3;

XpOHHUYECKast Tuapes,

MIEPEHECEHHBI UHCYIIBT/UHCYIIBTHI;

MPU3HAKH MTOPAXKEHUS TOUEK (IPOTEUHYPHS, TOBBIIICHUE CHIBOPOTOYHOTO YPOBHS
KpeaTHHHUHA);

MIPU3HAKHU TOPAKEHUE CEPACYHO-COCYTUCTOM cucTeMbl (00Ju B cep/le, nepedou,
n3menenus Ha OKT);

KaTapakTa,

IIOMYTHCHHEC POTrOBHUIIBI.

2’Kano0Onl 1 aHaMHE3 TaK)Ke OIMCAHbI B pasaciic «KKIMHUYCCKas KapTUHaA».

2.2 duzukajabHoe 00cae10BAHHE

BLIpa)KeHHOCTB KIMHHUYCCKHNX HpOfIBJ’IGHHI’I b® B pa3HOM BO3paCTC MOXKET BAPbUPOBATH,

npu (pU3NKaTBLHOM OCMOTPE MOTYT MPOSBIATHCA cienytomue npusHaku bd:

rpyOble YepThl TUIIa,

aHTHOKepaToMa (BHYTPEHHSISI MOBEPXHOCTb Oelep, KHUCTH, JKUBOT, CIU3UCTHIC
POTOBOI MOJOCTH);

MPU3HAKU YBEITMYCHUSI CEP/ILIA;

npu3HaKku nepudeprudeckoro OO0JEBOrO0 CHHAPOMA B paMKax JUCTAIbHOM
MOJINHEBPOIIATUH C MPEUMYIIECTBEHHBIM OPAKEHUEM TOHKUX BOJIOKOH

NPU3HAKY NIEPEHECEHHOT0 NHCYIbTA (Tape3bl, HApYIICHHUS PEUH).
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[Togpo6HO nmaHHBIE (U3HKATHLHOTO OOCIEAOBAHMS OIMHMCAHBI B Pa3feie «KIMHUYECKAs
KapTHHAY.

2.3 JIaGopaTopHbIe JTHATHOCTHYECKHE MCCAeT0BAHUSA

e PexomenpoBano omnpenenenre akTUBHOCTH AI'AJI B msATHaxX KpPOBU, BBICYIICHHBIX Ha

(bUIBETPOBANBHOM OyMare WM B JICHKOIIUTaX KPOBU BCEM MAllMEHTAM MY)KCKOTO ToJia (B

TOM YHUCJIE U Ha JOKIMHUYECKON CTaauu) JUIs MOATBEpKIeHUs quartosa [16, 26, 28, 29,

37].

YpoBeHb yO0eaMTEJIBLHOCTH peKoMeHIanmuM — A (YPpOBeHb /I0CTOBEPHOCTH

JA0KA3aTeJbCTB 3).

KommenTapuu: V myorcuun cruscennas axmusnocmo AIL'AJl sensemcs docmamouno
ungopmamuenvim npusnakom b®D. Oonaxo y mpemu scenwun ¢ B axmuenocms 2moco
Gepmenma mooicem Ovime 6 Hopme [17], nosmomy npu nposedenuu epmenmHo20 mecma
HCEHUJUHAM MO HYJCHO Yyyumwvleams. Ilpasuna 3abopa Ouomamepuana 011 npogeoeHus

uccneod08anull 8 NAMHAX 8bLCYULEHHOU Kpo8u npusedervl 8 Ilpunoscenuu 6.

e PexoMeHI0BAHO TPOBEICHUE MOJEKYJIIPHO-TEHETHYECKOTO HCCICAOBAHUS JUIS BCEX

MAIMEHTOB CO CHM)KEHHOM akTUBHOCTHIO depmenta AT'AJL m s JuIl KEHCKOro MoJia

IpU KIMHUYECKOM TMoao3peHur Ha b® u npu Hamuuumu pojcTBeHHUKOB ¢ bD B

pOIOCIOBHOM: BbIsBIeHHEe MyTtanuii B rTeHe GLA, xomupytomem ATLAJl  ans

MOATBEPIKICHUST JMAarHO3a Ha MOJICKYJIAPHO-TEHECTHUYECKOM YPOBHE y MYXKYHH CO

CHIDKEHHOM aKTHBHOCTBIO (pepMEeHTa M NS JKCHIUH C KIMHUYECKUMHU Tpu3Hakamu bd

WM POJCTBEHHHUKOB MPOOaH/1a Mo MaTepuHCKoi uuuu [1, 17, 26, 28, 29].

YpoBeHb y0eqMTEJBLHOCTH pekoMeHaanun — B (YpoBeHb J0CTOBEPHOCTH

JI0KA3aTeJIbCTB 3).

Kommenrtapuu: Ilpu nonyuenuu nonodcumenbHo20 ulu COMHUMENIbHO20 pe3ylbmamad
hepmenmHo20 mecma y MydCUUH U Y HCEHUJUH NPOBOOUMCL NOOMBEPHCOAIOUSUL MOJIEK)ISIPHO-
eenemuueckuti ananuz eena GLA. [llupokoe pacnpocmpanenue anneneu ncegdoodepuyuma
(nanpumep, p.D313Y), npusooawux k chudxcennou akmuenocmu AI'AJl 6 cyxom namue Kkposu u,
UHO20A NOHUIICEHHOU, — 6 JelKoyumax u niasme Kposu, obyciragiueaem o06sa3amenbHoe
BKIIIOYEHUE MONEKYIAPHO-2EHEMUUECKO20 AHANU3A 8 1A00pamopHyIo ouazHocmuxy bd.

Buvissnenue cemetinoti mymayuu cena GLA Oenaem 603MOdCHBIM  00CI€008aAHUE
DPOOCMBEHHUKO8 Npobanoa, 6videleHue 2emepo3ucomusulx HocumenvHuy b, a makoce
npoeedeHue NPeHamanbHoOU U NPeUMnIAHMAayuoHHoOU ouasHocmukuy. borvuwiuncmeo mymayuu y

nayuenmoe c 5D mozcym ObiMb  BLIABIECHLL C NOMOUWBIO CEKBEHUPOBAHUA 6CEX IK30HO6 U
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NPUIKZOHHbLX YHACMKOE UHNIPOHO6 NOo C3H2€py, HO 6 HeboNbUIOM npoyenme ciydaes mymayuro ¢

npUMeHeHUeM CMaHOAPMHBIX Memo008 OOHAPYIHCUMb He YOaemcs.

e PexoMeHZ0BaHO BCEeM NAUMEHTaAM C KIMHAYECKOM KaptuHo b®d- onpenenenue
KOHIIEHTpanuu rinodorpuaosmwichunrosnna (Lyso-GB3) B msaTHax BBICYIIEHHON KPOBH
WM TUTa3Me KPOBH JIJIs1 OHOXMMHYECKOT0 oATBEp:KaecHus quarno3a [10, 30, 38].
YpoBeHb y0enuTEJBLHOCTH pekoMeHaanuu — B (ypoBeHb [0CTOBEPHOCTH

J0KA3aTeJbCTB 3).

e PexomennoBaHo onpenenenue konueHTpauuu Lyso-GB3 B msaTHax BbICylIeHHON KpOBU
WIH IJIa3Me KPOBU BCEM MAIlMEHTaM C YCTaHOBJIEHHBIM JuaraHo3oMm b® mepen Hauanom
Tepanuu 1 Ha GoHe GpepmMeHTHOM 3amecTuTenbHON Tepanuu (P3T) s OHOXUMHUYECKOTO
koHTpoJs iewenus [10, 30, 31, 38].

YpoBenb yOenuTeJbHOCTH pekoMeHaauun — B (ypoBeHb [10CTOBEPHOCTH

JA0KA3aTeJbCTB 3).

Kommentapun: KoimdecTBeHHOE onpedenenue 9moco  Ouomapkepa no360.isem
8bIABNAMb HE MOAbKO MYIHCUUH, HO U dceHwun ¢ 5D, ymo none3no 0na ymounenus KIuHU4ecKko2o
Cmamyca JHCeHWUH - 2emepo3ucom, a makdxce OJisl pazpeuileHus mpyoHulX OUASHOCMUYECKUX
cnyyaes. Bmopoe eadcnoe npumenenue Lyso-GB3 — smo monumopune cocmosnus u
agpgpexmuenocmu mepanuu  nayuenmoe ¢ b®. Ilokazano, umo npu adexsammnou D3T
Konuuecmeo cyocmpama 6 niasme Kpoeu ymeHvuiaemcs. Ilosmomy yenecoobpasno coenamv
Konuwecmeennoe onpeoenenue Lyso-GB3 uacmuvio monumopunea cocmoanus nayuenmos ¢ b@,
KaK Haxo0auwuxcsi Ha namozeHemuveckou mepanuu, max u sxcusywux 6e3 D3T. Oomako,
credyem yyumwvleamv, 4mo oadce y nayuenmos, noayuaiowux PDP3T yposeHnv, 3moco
Memabonuma npaKkmuyecku HUKo20a He 0ocmuzaem HOpMAalbHelx 3nauenui. Ilpasuna 3abopa
buomamepuana 0nsi NPoedeHUsi UCCIe008AHUL 8 NAMHAX BbICYUIEHHOU KPOBU NPUBCOEHbl 8

Ipunoowcenuu I'6.

e He pexomenayercsi IpoBeieHHE OMOICHH U TMATOJIOT0-aHATOMUYECKOTO HCCIICIOBAHUS
TKaHeW TOYKM M cepila sl MalMeHTOB C KIMHMUYECKUM TMojo3peHreM Ha bD s
MOJTBEP Xk IeHUs muarHo3a [13, 26, 29].

YpoBenb yOeautenbHocTH pexkoMenaanuu — C  (YpoBeHb J0CTOBEPHOCTH
JI0KA3aTeJIbCTB D).
Kommenrtapuu: Hecmompsi ha mo, umo Oanuble Memoobl UCCIe008aHUSL MOy ObIMb

ucnonvzosanvl 011 oughgepenyuanvrou  ouacnocmuku BD, npeonoumenue  0onxiCHO
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0moasamvcs MeHee UHMEPBEHYUUOHHBIM Memooam ucc;zedoeauwz, mAaKum Kak gbepMeHmHaﬂ

ouasHoCmuKa Ui MOJIEKYIIIPDHO-2ceHemudecKoe obcnedosanue

e PexoMeHI0BaHO TPOBEICHUE JTA0OPATOPHBIX HCCIICIOBAHUI COTIACHO KIMHUYECKHM
pekomeHanusaM 1o BeaeHuto mnamueHtoB ¢ XIIH npu nanmuum y nauuenta ¢ b
MPU3HAKOB TOPAXKEHUS TIOYEK C IICJIbI0 OLICHKH COCTOSHHUS IMOYeK He pexe 1 paza B 6
Mmecsiies [26, 28, 29].

YpoBenb yOeaurteqbHocTH pexkoMenaanuu — C  (YypoBeHb JOCTOBEPHOCTH

JA0KA3aTeJbCTB 5).

e PexoMennoBaHo mpoBeneHUE J1a0OPATOPHBIX HCCIENOBAaHMM COIJIACHO KIMHUYECKUM
pEeKOMEHJaLUsAM 10 BEACHUIO NAIMEHTOB TUIEPTPOPUUECKON KapJAuOMHUONATHEN
(KP283) npu Hanuuuu y nanuenta ¢ b® npu3HakoB mopakeHust cepAeYHOi MbIibl |13,
26,28,29].

YpoBenb yOeaurenbHocTH pexkoMenaanuu — C  (YpoBeHb J0CTOBEPHOCTH

JI0KA3aTeJILCTB 4).

e PexoMennoBaHO BHE 3aBUCHMOCTH OT KIMHHYECKUX MPOSBICHUN pEryIsIpHOE
orpezeNeHue KoinyecTBa Oeka U anbOyMuHa B CyTOYHON Moue (MUKPOATLOYMUHYpUN/
NPOTEUHYPHUH), @ TAK)KE TPOBEACHUE OIICHKU YPOBHS PACUETHOH CKOPOCTU KIyOOUYKOBOM
¢unsTpanuu (CK®) ucxonHo u nanee He pexe 1 pasa B 6 MecsleB BCeM NAI[UEHTaM C
YCTQHOBJICHHBIM JMarHo3oM b® u OEecCHMNITOMHBIM ITallMEHTaM, BBISIBICHHBIM MPH
CEeMEHHOM CKPUHUHTE TS BBISBIICHHS TAaTOJ0OrHK Touek [26,28,29, 39].

YpoBenb y0eauTeqbHOCTHM PpekoMeHAauun — B (ypoBeHb J10CTOBepHOCTH
JI0KA3aTeJIbCTB 2)

2.4 UucTpyMeHTaAJNbHbIE NMATHOCTHYECKHE MCCIeI0BAHMS

e PexoMeHa0BaHO s BBISBICHHUS TOpPaKeHHsT OENIOro BeIecTBa TOJIOBHOTO MO3Ta,
HIIEMUYECKUX o4aroB y nauueHToB ¢ b® mnposoaurs MPT rosoBHOro mosra mnpu
YCTAaHOBJICHUU JIMarHOo3a W HE peke | paza B Troj B cliydae, €ClM HU3MEHEHUsS ObLIN
BbIsiBIIeHBI 10 Havaiga ®3T unu 1 pa3 B 36 Mecsies, el M3MEHEHHST OBLITU BBISBIICHBI
nocie Hauaina O3T [26-29, 40].

YpoBenb yOeauTeJbHOCTH pexoMeHAanun — B (YypoBeHb [0CTOBEPHOCTH
JI0KA3aTeJIbCTB 3).
KommenTapmii: [lpu MPT 2on06nH020 Mo032a y nayuenmos Mo2ym O0OHAPYIHCUBAMBC

ueMuyecKuil UHCYIbN, MUKDOKPOBOUIIUAHUA U 6HYMPUMO3206blE cEMANMOMbl, USMEHEHUA
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benoco eewecmsa (netikoapeos) u cepozo ewjecmea (Karvyugurayus 3a0He20 maiamyca), a
makaice cocyoucmoie Maib@opmMayuu, npeumyuyecmeeHHo npedcmagieHusie 00AUX0IKMaA3UAMU
sepmebpoba3unApHOU apmepuu. Imu U3MeHeHUs He ABIAIMCA 8blcoKocyeyupuuHvimu a1 b,

MO2ym 6Cmpeuamspcs y NAyueHmos ¢ Opy20u namonocuell.

e PexomengoBaHo nanueHTaM ¢ b® koHcynbTalMs Bpaya-kapauoJiora He pexe 1 pasa B 6
MECSIIEB M KapAHOJIOTH4Yeckoe oOcienoBaHMe, BKIIOYAIONIEE 3XoKapauorpaduio (mpu
MIEPBUYHOM 00CIIeZIOBaHUU U Jlaiee He pexke 1 paza B 12 mecsnes), 12-kananpayro DK
(npu mepBUYHOM 00CHEAOBaHUU U Jajee He pexke 1 pa3a B 12 mecsiieB), XOITEpPOBCKOE
MOHHUTOpHpOBaHHE (MpU TMEPBUYHOM OOCIIEIOBaHMM M Janiee He pexe 1 paza B 12
MECSIIEB) JJIi CBOCBPEMEHHOT'O BBISBICHUS W/WJIM MOHHUTOPUHTA KapIUOJOTHYCCKUX
u3MeHenwni [9, 11, 26 -29].

YpoBenb yOeaurtenbHocTH pexkoMenaanuu — C  (YpoBeHb J0CTOBEPHOCTH

JA0KA3aTeJbCTB 5).

KommenrTapuu: Xapaxmepuwvim npuznaxom nopadicenus cepoya npu bD saensemcs
eunepmpoqpus. 16020 HceryoouKa, Komopas Mmodcem Ovimb eviseieHa ¢ nomowvio KT,
axoxapouozpagpuu u MASHUMHO-PE30HAHCHOU momozpaghuu. Jna oyenku @yHKyuu cepoya
NPUMEHSIOM MKaHegyo Oonniepaxokapouocpaguro (Oonniep-OxoKI'), pesyrsmamuvl komopoi

MO2ym Umembsp 8AINCHOE SHAUYEHUE 6 ouaznocmuke 6eccuMnmomMHo20 nopasicerust cepdua.

e PexomenaoBano namuentam ¢ b® B kapauonornueckoe 00CIeI0BaHUE TAKKE BKIIIOYATh
MPT cepana (mpu nepBUyHOM 00CNIeIOBaHUU U Aaliee He pexke 1 paza B 12 mecsieB) s
CBOEBPEMEHHOTO BBISIBICHHSI H/MJIM MOHUTOPHHTA KapAHOJIOTHYEeCKUX M3MeHeHuu [9, 11,
26 -29, 41].

YpoBeHb yO0eaMTEJIBLHOCTH peKoOMeHJanmum — A (YPOBeHb [0CTOBEPHOCTH

J0Ka3aTeabCTB 1).

e PexomennoBano Bcem mnaunumeHtTaMm ¢ b® ocmorp BpayoM-odranbmosiorom (mpu
MEepBUYHOM OOCIIeIOBAaHMM M Jajiee He pexe | pasza B 3 roma), BKIIOYAIOIIHIA
WCCIIe/IOBAHKE TIEPETHETO CETMEHTA Tia3a METOJAOM OOKOBOTO OCBEIICHUS, ONPECIICHHIE
Ne(eKTOB MOBEPXHOCTH POTOBUIIBI U 0OCIIEOBAaHUE ITIA3HOTO JHA (0(TaIbMOCKONNN) C
LENBIO BBIIBICHHS TIOMYTHEHHUSI POTOBHIIBI U IPYTOi TiasHoi matonoruu [1, 15, 26-29,
42].

YpoBeHb yOeaMTEJbLHOCTH pekoMeHaanuu — B (ypoBeHb [10CTOBEPHOCTH

JI0Ka3aTeJIbCTB 3).
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Kommentapun: C nomowvio weneotl 1amnul 8ulAGIAI0M NOMYMHEHUE PO20SUYbL 8 BUOe
3a6umko8. CxO0OHble UMEHEHUs POo2osuybl HAOIOAOMCA Npu ynompeobienuy JeKkapcms u3
2PYNNbl  XAOPOXUHOG uau amuooapoHna. Ilpu obcrnedosanuu 2nazHoco OHa  3a4acmyio
Habawoaemcs 3a0Hs CYOKANCYNIAPHAS KAMApakma u NnopajiceHue cocyoo8 cemuamku, umo

Mmooatrcem npusecmu K msocenou nomepe 3perHust.

o PexomennoBano nanuenraMm ¢ b® B Bo3pacTte crapuie 5 JET TOHaJIbHAs AYJUOMETPUS
oOcieoBaHNe TpU MEPBUYHOM OCMOTpE U Jaynee He pexke | pasa B 3 roma ¢ IENbIO
PaHHEro BBIABICHHS HapyIICHHI ciryxa [26-29].

YpoBenb yOeaurTeabHOCTH pexoMenaanmunm — C  (ypoBeHb /10CTOBEPHOCTH
JI0Ka3aTeJILCTB D).

2.5 NHble TUATHOCTHYECKHE HCCICI0BAHUS

e PexomengoBana KOHCyNbTalMs Bpaya-eauarpa JAETSAM C YCTaHOBJICHHBIM JUAarHO30M
b® ecnu oHM He MPOBOIWIOCH B MPEAIIECTBYIONIME 6 MECSILEB Ul OLEHKH OOIIEero
COCTOSIHUSI 37I0POBbsI U ONPEICIICHHs TAKTUKHU JayibHelen Tepanuu [26-29].

YpoBenb yOeaurteqbHOCTH pexkoMmenaauum — C (YpoBeHb J0CTOBEPHOCTH

JI0KA3aTeJbCTB 5).

e PexoMeHnmoBaHa KOHCyJbTAIlMs Bpauya-TepameBTa Ui MaluMeHTa crapme 18 jer c
YCTaHOBJICHHBIM JuarHo3oM b®d eciu oHM HE MNPOBOAWIOCH B MPEIIIECTBYIOIINE 6
MECSAIICB JJISI OLIEHKU OOIIEro COCTOSTHUS 3/I0POBBS U ONPEIeTICHUs TAKTUKU JTaTbHEHIIeH
Tepanuu[26-29].

Yposenb yOeauteabHocTH pexkoMenaanuu — C  (YpoBeHb J0CTOBEPHOCTH

JI0Ka3aTeJIbLCTB 5).

3. JleueHne, BKJIKOYAS MeIUKAMEHTO3HYI0 H HEMEIUKAMEHTO3HYI0 Tepanum,
AMETOTEpPanuIo, 00e300,1uBaHNe, MeAMIUHCKUE TIOKA3AHUS H

IMPOTHBOIIOKA3aHUA K IPUMCHCHUIO METO0B JICUCHUSA
Jlna matoreHeTnueckoro sedeHusi b®d paspaboraHa QepMeHTHas 3aMeCTHTENbHas
Tepanusi, HO BCEM NAIMEHTaM OJHOBPEMEHHO IPOBOJUTCS CHMIITOMAaTHYECKOE JICUEHUE
OCHOBHBIX OCJIO’KHEHUI 3a00J1€BaHUsI.

3.1 IlaToreHern4yeckoe JeyeHue
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e PexomengoBano nposenenne @O3T BceM mNamMeHTaM MYKCKOTO Toja IOCHe
Bepu(ukanum nuarHoza yadoparopHsiMu Metofamu. P3T crmocoOCTBYEeT CHUKEHUIO
Macchl cepila M yMEHbUICHHI0 HakomieHus (Gb3 B moukax, TOrAa Kak BIUSHHE Ha
Mopa’keHNE HEPBHOM CHCTEMBI YCTAHOBIIEHO B MEHbIIEH crencuu [44, 46, 48].

YpoBeHb yO0eaMTEIBLHOCTH peKoMeHIanmun — A (YPOBeHb /I0CTOBEPHOCTH

AoKa3aTeJbCTB 1).

Kommentapuu. Kpumepuu wnasmavenus @D3T npusedenvt 6 npunoscenuu 13. B
Poccuiickoti @edepayuu 3apecucmpuposaro 2 npenapama onsi 3T BD — azcancudasa anvgha™*
u azancuoasza bema**. Azsancuoaza arvha™** u acancuoasza bema** oviiu 3apecucmpuposamsl 6
Mupe Ha  OCHOBAHUU  pPe3VIbIMAmo8  PAHOOMUSUPOBAHHBIX,  NAAYEOO-KOHMPOIUDYEMbIX
uccnedosanui, 6 KOMOPbIX 3AMECMUMENbHAs MePanusi YMEHbUALd — BbIPANCEHHOCHb
Hesponamu4eckou 00U, 8bl3b18ALA pecpecc Unepmpo@uu 1e8020 HCeay0ouKa U CMmaduIU3ayuno
@yHKyuu  nouex,  3adepicugand  pazeumue - NOYEYHOU U CepOeyHO-COCYOUCmOU
HedoCmamoyHocmu no cpasnenuro ¢ naayebo. Ilo oannvim cucmemamusupoeannozco 0630pa
aumepamypsl, 3HekmueHocms 3amMeCmumenbHoOU mepanuu U3yuaiacs no Kpaineu mepe 6 48
NPOCNEKMUBHBIX UCCIe008AHUAX (KOHMPOIUpYemMulx uau HaodnooamenvHvlx). B 22 uz Hux
npumeHsanu azaicuoasy anvga** e 22 — aeancuoazy bema**, a 6 4 uccredosanusx Oviiu
0000Wenbl pe3yrbmamul npuMeHeHus oboux npenapamos [19-22]. B yenom pesynomamol smux
uccnedosanuii. noomeepounu oOnaconpusmuviii d¢pgpexm @3T na Gynkyuio cepoya u nouex,
He8ponamu4eckyio 00ib U Kayecmeo JHCUSHU NAYUEHMO8, VIyuuleHue Ciyxa u 6ecmubyiapHou
@yHryuu.

B nacmoswee epems uccnedosanuil, 8 KOMOPHIX 68 X00e NPAMbIX CPAGHeHUUl ObLIU Obl
noyueHvl ybeoumenvHvle O00KA3AMENbCMBAd NpeumMywecmea (Ui Oomcymcmeus: MmaKoebix)
npumeHerus 00Ho2o u3z gepmenmos, nem [50]. Aeancuoazy anvgpa** e6oosam enHympueenno 6
0o3e 0,2 me/ke 00un paz 6 0ee nedenu, azarcuoasy bema** — enympueenno 6 0ose 1,0 mz/ke 0oun
pas 6 06e nedenu. [100pobHO npucomosnenue pacmeopos 0Jisi 66e0eHUsL ONUCAHO 8 UHCIMPYKYUU K
npenapamanm. Ilepsvie 6sedenus npenapamoes 0ox*CHbL ObIMb COENAHbl 8 YCLO8UIX CMAYUOHADA.
Oba npenapama He cooepicam KOHCEPEAHMO8 U NOONEHCAMm HEeMEONEeHHOMY 868€0eHUI0 NOocie
APUSOMOGIEHUSL PACMBOPA 01 UHDY3ULL.

B cmyuae menepenocumocmu (pazeumuu  Cepbe3HLIX HEHCENAMENbHbIX NOOOUHBIX
Ppeakyuti), B03MOJCEH nepexo0 ¢ 00HO020 npenapama Ha Opyeou. Pewenue o 3amene
JIeKapCmMBeHH020 CpeoCcmed NPUHUMAEMCS KOHCUIUYMOM CHeYudlucmos, a nayueHm uiu e2o
3aKOHHbIE Npedcmasument 00IHCHbl ObIMb NPOUHDOPMUPOBAHBL O NPUYUHE 3AMEHbL NPEenapama

U OanvHenwel makmuke 6e0eHusl.
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Beeoenue D3T nposooumcs pecynrapHo npu HAIUMUU NOKA3AHUL, 6 caydae
OCNOJHCHEHHO20 MeYeHUs. O0Ne3HU - 8 YCIOBUAX KPY2IOCYMOYHO20 CIAYUOHAPAd, 8 CIAOUIbHOM
COCMOosIHUU — 6 CmayuoHape OHe8HO020 npebdvleanus uiu ambyramopuo [ paz 6 2 Hedenu.
Credyem obpawamev 6HUMAHUE HA COONIOOEHUEe UHMEPBAN08 MexcOy UHDY3uAMU U
HeOONyCmMuUMOCmsb Nepepuleos 8 mepanuu, m.K. HapyuleHue peicuma 1edenus Conposo#cOaAemcs
HOMEHYUANLHLIM PUCKOM YXYOUEHUS COCMOAHUS NAYUEHMA U NPOSPECCUPOBAHUL CUMNMOMOS
b®. Bce nayuenmol ¢ BD@ 0ondichbl npoxooums KOHMPOIbHble 00C1e008aHUSL (MOHUMOPUHE) C
yenvro oyerKu d¢phpexmusnocmu neyeHus.

Ilobounvie s¢hghexmuvr.  Ilepenocumocmo  D3T  obviuno  xopowas. OcHoBHLIMU
HexcenamenbHulMu  d¢hghexmamu  moecym Oblmb peakyuu Ha 66edeHue npenapama (03Ho0O,
JUXOPAOKA, MOWHOMA, MAXUKAPOUs, 3y0, MUaius, 601U 8 KOHEYHOCMSAX, 20JI08HAsl O0Ib, O0Nb 8
2pyou), 8 OCHOBHOM JlecKue WU YMEPEHHO BbIPANCEHHDBLE.

B cnyuae passumus msaogcenvix peaxyuil NOBbIUEHHOU 4YBCMBUMENbHOCIU  UIU
anaguiakmuyeckux peaxyutl HeobXo0UMO HeMeOleHHO NPeKpamumos UH@Y3Uuio U HaA4amo
mepanuio ¢ coOI00eHuemM COBPEMEHHbIX CMAHOAPMO8 OKA3AHUS HEOMAO0NCHOU MeOUYUHCKOU

HOMOWU.

e PexoMeHI0BaHO y JIHII MY>KCKOTO ToJia ¢ kinaccuueckoit popmoii b O3T naunnate ¢
MOMEHTA YCTaHOBJICHHS quarHo3a [26,45, 46, 48].
YpoBenb yOeauTeJBLHOCTH pekoMeHAanuun — A (ypoBeHb [10CTOBEPHOCTH

J10KA3aTeJILCTB 3).

e PexomenpoBano xeHumHaM ¢ b® Haumnate O3T npu HaMUUUKM  CIEAYIOMIMX
KIIMHUYECKUX MPOSBIECHUHN 3a001€BaHNs, CHIIKAIOIINUX KauyeCTBO KU3HU U/WIIH, TPU3HAKU
MIPOTPECCUPYIOIIETO MOPAKEHHUSI OPraHOB-MUIIICHEH: Kpu3bl Dabpu W/Wiau pe3ucTeHTHAs
K CTaHJapTHOW Tepamuu PEelUAWBHUPYIONIAs WIH XpOHUYECKas HeBpomaTHueckas 0oib B
KHACTSX M CTOMaxX H\IIM TMEPCHUCTUPYIOIIas MPOTEHHYPUS H\WIA CHHUKEHHE CKOPOCTH
KIyOoukoBod ¢uiubTparmu <80 wmu/muH/1,73 M2 u\wiM mopaxeHue cepiaua H\WIH
HaApYyIIEHHs] MO3TOBOTO KPOBOOOpAIEHUs HM\WJIM HMIICMHYCCKHE M3MEHEHHUS TOJIOBHOTO
Mo3ra, BbisiBJIeHHbIC ipu MPT [47,48].

YpoBenb yOeauTelbHOCTH peKoMeHAanuu — A (YpPOBeHb JOCTOBEPHOCTH

JI0KA3aTeJIbCTB 3).

o He pexomengoBano mnanueHtam ¢ b® mnposenenune P3T B ciaeayrommx Ciydasx:
O0epeMEeHHOCTh U TEPHOJA KOPMIIEHUS TPYyJbI0; MPUCYTCTBHE IPYrOro OMAaCHOIO JUIs

KU3HH 3a00JI€BaHus, IPU KOTOPOM MPOTHO3 BPsi I OyaeT yiydiieH ¢ nomouibio O3T;

21



Yy KOTOPBIX HMMEIOTCSI OYEeHb CEphE3HBbIC OCIOXHEHUsS (HAmpUMeEp, TSDKENbIA WHCYIBT,

peaHMMaIMOHHbIC aueHThI) [48].

YpoBennb yOenutTejqbHOCTH pekoMenganmuun — C (YypoBeHb J0CTOBEPHOCTH

JA0KA3aTeJbCTB 5).

Kommenrtapuu. Kpumepuu ommenvr @3T npusedenvt 6 npunodicenue 14. Dxcnepmol
cuumarom, 4mo OMMeHAMbs jeyeHue y NaYueHmos ¢ msaxiceiol no4eyHol HedoCmamoyHOCmyio
(CK® <45 mn/mun/1,73 m2 ¢ koppexyueti no eospacmy (> 40 nem: —1 ma/mun/1,73 m2/200)) ne
cnedyem. AHanoeuuro, He ciedyem OMMEHIMb JleyeHue y NayueHmos Ha oudiuse, 0axice eciu
OHU He NOOX00sim Ol MPAHCHAAHMAYUY NOYKU, U Y NAYUEHMOB CO CHUICEHUEM KOSHUMUBHBIX
@yuxyuil 110601 smuonoeuu. Hauano u npoodonxcenue DP3T y maxkux nayuenmos OONNCHO
paccmampusamscs 8 UHOUBUOYAIbHOM NOPsIOKe.

3.2 CuMOToOMaTH4YecKasi Tepanus

Ilo cumnromatnueckoil Tepanuu bd HET paHAOMH3MPOBAHHBIX KOHTPOJIUPYEMBIX
ucclieloBaHmid. B myOnuKanusx mpuBeneHbl PEeKOMEHIAIUH, KOTOPBIE OTPAXKAIOT KCIIEPTHOE
MHEHHUE CIEUAINCTOB U3 Pa3HBIX CTPaH U ONBIT JICYEHUS Pa3HbIX KOTOPT MALUEHTOB B PA3HBIX
KIMHUKax. [IpuMeHeHune OOJBIIMHCTBA MpPENaparoB Ui T€paluu HeBpomaTHyeckon Oonu Juis
JeTell U B3POCIIBIX, IPOBOJAUTCS «BHE MHCTPYKLUU», I03TOMY HE IPEACTaBJICHbI B BUJE Te3UCa-
pexomenpauuu. OnHako, mpemnaparbl MOTYT OBbIThb Ha3HA4YEHbl MAlMEHTaM 10 PELIEHUIO
BpaueOHoil komuccuu [35, 51]. V mamuMeHTOB ¢ XPOHHYECKOW HEBPOIATHYECKON OONbI0 U
aKpomapecTe3usiMM  CJIeqyeT 10 BO3MOXHOCTH YCTPaHUTh (DAKTOphl, MPOBOLUPYIOIIUE
nosBieHHe Oonu, Hampumep, Ooibiiue (U3MYECKHe Harpy3Kd, SMOLMOHAIBHBIM CcTpecc,

WU3MEHEHUE TEMIIEPATYPBHI.

o Pexomenayercs nanuentaM ¢ b® u ¢ gucnencuell Ha3HAYeHUE IPENApaToB T'PYIIIBI
0110KaTopoB Ho-rHCTaMHUHOBBIX PELIENITOPOB MM HHIHOMTOPOB MMPOTOHOBOTO Hacoca [26-
29].

YpoBenb yoOeautesbHocTH pexkoMenaanuun — C  (ypoBeHb [10CTOBEPHOCTH

JI0KA3aTeJIbCTB D).

e Pexomenayercsi y mnauueHtoB ¢ b® a5 yMmMeHbIIEHUS NPOTEMHYPUM U JIEYEHUS
apTepUaNbHOM TUNEPTOHUU MPUMEHATh MHruOuTOpHl AIID M GrIOKaTOpHl perenTopoB
anrunoTensuHa I, obnanaromumu HepOPOTEKTUBHBIMU CBOMCTBaMHU [26-29].

YpoBenb yOeaurTeabHOCTH pexoMeHaanmum — C  (ypoBeHb [10CTOBEPHOCTH

J0KA3aTeJbCTB D).
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e Pexomenayercsi y mnamueHtoB ¢ b® npu QuOpummusiuu mpeacepauil  MPOBOAWTH
aHTUKOAryJIsiHTHYIO Tepanuto BO1AA03 Bapdapunom™* [26-29].
YpoBenb yOenureabHocTH pekomengamum — C  (YpoBeHb J0CTOBEPHOCTH
JA0KA3aTeJbCTB 5).

3.3 Xupypruyeckoe JedeHue

o Pexomenayercss B cilyyac pasBUTHUS TEPMHMHAJIBHOW II0YEYHOW HEIOCTATOYHOCTH Y
nanueHToB ¢ b® nedeHne reMoMan30oM 1/ UK TPAHCIUIAHTAIUIO TOYKH [26-29, 52].
YpoBenb yOeaurTeabHOCTH pexoMenaanmun — C  (ypoBeHb /10CTOBEPHOCTH

J0KA3aTeJbCTB 4).
KoMMmeHnTapuu: TpaHcImaHTanus nodek nanueHtaM ¢ b® npu pa3BUTUM TEPMUHAIBHON
II0YEYHOM HENOCTaTOYHOCTH IIPOBOJUTCA B COOTBETCTBMM C METOAMYECKUMU

pexomenmanuamu «Tpancmianraius mouku» ID: MP34 (http://cr.rosminzdrav.ru/).

e Pexomenayercs mnamnuientaM ¢ b® ¢ arpuo-BeHTPHUKYISPHOU OJIOKAI0M MMILIAHTAIUS
BOJUTENS PUTMA, a MPU HAIWYUU YTPOKAIOMIMX JKU3HU ApPUTMHUN — KapauoBepTepa-
nepuOPUILIATOPa B COOTBETCTBHH C Pa3pa0OTaHHBIMH KIMHUYCCKUMH PEKOMEHIAIUSIMH
JUIS JIEYEHHUs JaHHoM narosoruu [53].

Yposenb yOeautenbHocTH pexkoMenaanuu — C  (YpoBeHb J0CTOBEPHOCTH

JI0Ka3aTeJIbCTB 4).

e Pexomenayercs mo xenaHuro nanueHta ¢ b® ynaleHue aHTHOKEpPAaTOM C IMOMOUIBIO
aproHoBoro sasepa [54].
Yposenb yOeauteabHocTH pexkoMeHaanuum — C  (YpoBeHb J0CTOBEPHOCTH

JA0Ka3aTeabCTB 4).

4, MeauuuHCKAasi peaduaMTaNus1, MeIUIMHCKHNE TIOKA3aHNSI U

NMPOTHUBONOKaA3aHUA K IPUMECHCHUIO METO0B peaﬁl/IJII/ITa[[I/II/I

e Pexomenayercsi s mnanueHToB ¢ b® ¢ BbpaXeHHBIM OOJEBBIM CHHIPOMOM U
CKJIIOHHOCTH K  IICMXO3MOIIMOHAJIbHBIM  PACCTPOIICTBA  OKa3aHUE  PEryJspHOI
MICUXO0JIOTHYECKO#t momoru [1,27, 55].

YpoBeHb yO0eaMTEJbLHOCTH pekoMeHaanuu — B (ypoBeHb [10CTOBEPHOCTH

JI0KA3aTeJbCTB 3).
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5. lIpodpuiaakTuka U IMCNAaHCEPHOe HADJIIOeHUEe, MeIUIIMHCKHE MOKA3aAHUS U

NMPOTHUBOINIOKaA3aHUA K IPUMCHCHUIO METO/10B leO(l)I/IJIaKTI/IKI/I

IHayuenmoi ¢ B nyscoaromes 8 NOCMOAHHOM KOHMPOAEe COCMOAHUS PA3TUYHBIX CUCTEM
Opeano8 u HaOMoO0eHuu epaveli paszuel cneyuanvHocmeu. IlpumepHvii  naan
oocnedosarnuss nayuenmos ¢ b® npuseden 6 Ilpunosicenuu I'5, Ho 6 cpoku u 00vém
UCCIe0068AHUIL  IeHayUM 8PAYOM MO2ym Oblmb 6HEeCeHbl KOPPEeKMugvl ¢ yuemom

ocobennocmetl meyeHust 3a001e6aHUs Y KOHKPpENIHO20 nayuenma.

o PexoMenayercs mocie ycTaHOBIGHUS AMarHo3a nanuenty ¢ b® umm ero opunuansHbIM
MpEACTaBUTENSAM, KOHCYJIbTAIUS Bpaya-reHEeTHUKa C LEIbI0 pacyeTa TeHETUUYECKOr0 pUCKa
B CEMbE, aHalu3a pOJOCIOBHOM U O0OCYXIEHHS BO3MOXKHOCTEH MpeHaTaIibHOU
nuarHocTuku [28, 56].

YpoBenb yOenureabHocTH pekomenganuum — C  (YypoBeHb J0CTOBEPHOCTH
A0KA3aTeJbCTB 4).
KommenTapuu: ['eMH3UTOTHBIE MYXYUHBI UMEIOT €AUHCTBEHHYKD MYTAHTHYH X-
XpOMOCOMY, 4YTO OIpeAeNsieT Kiaccuueckuil ¢eHotun Oone3nn. OHH TepenaroT
MYTaHTHYI0 XPOMOCOMY TOJBKO CBOUM JOYEpPSM, HO HE CBHIHOBbSAM. Takum oOpa3om
nouyepu 601bHBIX BD OTIIOB UMEIOT OHY HOPMAJIbHYIO U OJJHY MYTaHTHYIO XpOMOCOMY,
T.€. SIBJISIOTCS TeTepo3uroramMu. B oriamumu ot apyrux X-CHEMJICHHBIX 3a00JIeBaHHi
ObUIO TOKAa3aHO, YTO y YacTH TeTepO3UIOTHBIX KEHIIMHBI ¢ Myranued reHa GLA
pa3BuBarOTCsl Tskenble mposiBieHuss bd, TpebOyroume MEAUIIMHCKOW TOMOIIM MU
BMEILIATENbCTBA. MeXaHHU3M, IOCPEACTBOM KOTOPOrO Y TE€TEPO3UIOTHBIX IKEHIIUH
Pa3BUBAIOTCS KU3HEYTPOXKAIONINE CUMIITOMBI, HE 10 KOHIIa U3BeCTEH. Y OOJIbLIIMHCTBA
13 HUX UMEETCS [TOYTH HOPMaJIbHBIN YPOBEHb LIMPKYJIHUPYIOIIEro (hepMeHTa 3a CUET TOrO,
YTO Cly4YailHbI MpOLECC WHAKTUBALMU X-XpOMOCOMBI (JallOHM3alKs) MPUBOJIUT K
00pa30BaHMIO KaK JAe(OUIUTHBIX, TAK U HOPMAJIbHBIX KIIETOK.
VYuuTeiBasgs THUI HaclelOBaHMs HaHHOrO 3aboijeBaHus (X-CUEMICHHBIN) I KaXJIou
nocJyenyromen 6epeMeHHOCTH

— Y OKEHIIMHBI-HOCUTENIBHULIBI MYTAallUM PHUCK POXKAECHUS OOJBbHOTO Majb4yMKa

coctaBisieT 50%, pUCK pOXKIEHUS JI€BOUYKU-HOCUTEIbHUIIBI MyTauu — 50%;
— Y MYXYUHBI-HOCUTEIS MYTalldd PUCK POXKICHUS [E€BOYKU-HOCUTEIIbHULIBI
mytanun — 100%.

B cembsix, e €cTh MaMEHThl ¢ YCTAHOBICHHON MyTallMel, CYIIECTBYET BO3MOKHOCTh

IMPOBCACHUA HpCHMHHaHTaHHOHHOﬁ n HpeHaTaﬂBHOﬁ JAUArHOCTHUKH. HpeHaTaJ'IBHa}I
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JIMarHOCTUKAa BO3MOKHA IyTeM H3MepeHusi akTuBHOCTH AI'AJl B KieTKax BOPCUH
XOpHOHA, a TaKXKe MeToAaMH IpsAMoN uinu kocBeHHoM JIHK-nuarHoctuku mis cemeut ¢

HU3BCCTHBIM I'CHOTHUIIOM.

Pexomenayercs y mauneHToB ¢ b® nns npoguiiakTUKU MHCYNIbTA AJUTENbHAS Tepanus
aleTUJICAIMIIMIIOBON KHUCIOTOM, MPEX/Ie BCEr0O MPU HAIUYUH TOTIOJHUTENBHBIX (DaKTOpOB
pucka (IOXUJI0M BO3pACT, TPAaH3UTOPHAS UIIEMUYECKAsl aTaka B aHaMHE3€, apTepuallbHas
THIIEPTOHUSI, apuT™Mun) [36, 43, 57].

YpoBenb yOeaurTeabHOCTH pexoMenaanun — C  (ypoBeHb J10CTOBEPHOCTH

JA0KA3aTeJbCTB 4).

6. Opranu3anus 0Ka3aHus MeJIMIMHCKO MOMOIIA
[TokazaHust 1U1sl TIAHOBOM FOCHHUTANN3AIMY B MEAUIIUHCKYIO OpraHU3aIIHUIo:

e JlpoBexeHue JAMArHOCTHKH ¥ JIEYEHHs, TpeOYIOIIME KPYIJIOCYTOYHOTO
MEIUIIMHCKOTO HAOIIIOICHUS,

e CocrosHue, TpeOyrollee akTHBHOTO JICYCHHUS M KPYTJIIOCYTOYHOTO MEAUIIUTHCKOTO
HaOJIIOIEHNS;

e CocrosHue, Tpedyromee MPOBEACHNUS BHICOKOTEXHOJIOTHYHBIX METOIOB JICYCHUS
(B TOM 4mcle TpaHCIUIAHTAIMsS OPTraHOB, WMIUIAHTALMS BOIUTENS pHUTMA,
KapauoBepTepa-aepudpuuisaTopa);

e OrtcyrctBue BO3MOXHOCTM — oOecrnieuenus @3T B amMOymaTopHbIX U
CTallMOHAPO3aMEIIAIONINX YCIOBUSIX;

e Heo0XxoauMocCTh MPOBECHUS PA3TUYHBIX BUJOB DKCIIEPTH3 WA OOCIIETOBAHUS B
MEIWIMHCKOW  OpraHW3allid TPH  HEBO3MOXXHOCTH TPOBEACHUS WX B
aMOyNaTOPHBIX YCIOBUSAX, TPEOYIOIIMX IUHAMUYECKOrO HaOmoJeHus (B TOM
qucie opopMIIeHHE 3aKIIIOYeHUs (eiepabHOTO0 KOHCUIIMYMA).

[TokazaHust K SKCTPEHHON TOCTIUTAIN3AIUN B MEUIIMHCKYIO OPTaHU3AIIHIO:

e Octpsle 3a0oneBaHMs, OOOCTpEHMS XPOHHUYECKUX OOJIe3HEH, OTpaBieHUs u
TpPaBMbI, COCTOSIHHSI, TpEOYIOUIMEe WHTCHCHBHOW TEpaluyd H TIEepeBOJa B
peaHWMAIOHHBIE OTNEJICHUS WM OTHCJICHHS WHTCHCHUBHOW Tepamuu (B TOM
qucae MOOOYHbIE peakIMM, MPOUCXOJIlee WIM BO BpeMs HHPY3UH WIH B
TedyeHue qHA nposeaeHus MHPy3un 3T u npyrue yrposkaroniye >ku3HU OCTpbIe
COCTOSIHUS), @ TaKXKe KpPYIJIOCYyTOYHOTO MEIHWIIMHCKOTO HAONIONECHHH U
MIPOBE/ICHUS CTICIIUATEHBIX BHIOB 00CIIEIOBAHUS 1 JICUCHHUSI.

Iloka3zaHus K BEIIIMCKE HAallMEHTa U3 MEIUILIMHCKOMN OpraHu3anuu.
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e OTtCcyTcTBHE YIpO3bl KU3HU MAlIUECHTA,

e OrtcyTcTBHE YIpO3bl Pa3BUTHUS OCIOKHEHUH, TPEOYIOIINX HEOTIIOKHOTO JICUEHHUS;

o Crabunu3anusi COCTOSHUS M OCHOBHBIX KIMHHKO-TA0OPATOPHBIX IOKAa3aTeneu
MATOJIOIMYECKOT0 MPOIIecca 0 OCHOBHOMY 3a00JIeBaHUIO;

e OrcyrcTBHE HEOOXOIUMOCTH B IOCTOSHHOM Bpaue€OHOM H KPYIJIOCYTOYHOM
MEIUIIMHCKOM Ha0JII0IEHUU TI0 OCHOBHOMY 3a00JIEBAHUIO;

e HeobOxomuMocTn mepeBoja MalyMeHTa B JPYTYIO OONBHHIYY WU YYPEKICHUE

COoHMaJIbHOI'O obecrieueHus

7. lonostHuTEeIbHAA HH(pOpMALKS (B TOM 4HucJie (PAKTOPHI, BJAUSIOIHAE HA

HCXO0/1 3200/1eBAHUS UJIM COCTOSTHUSA)

PexoMenayercst IpoBEACHUE CEMEWHOIO CKPUHHUHTA IS POACTBEHHUKOB ITAllUEHTOB C
b® (mpoBeneHne reHeTUUECKUX MCCIEN0BaHUMN) ¢ 1ienblo quarHocTuku bd Ha panHeit
ctaauu 6ose3nu [28].

YpoBenb yOenuTeJIbHOCTH pekoMeHaauuu — B (ypoBeHb [0CTOBEPHOCTH

A0Ka3aTeJabCTB 4).

PexomMeHayeTcst TPOBEIEHUS CKPUHHMHTA TPYI BBICOKOTO PHCKa (paHHHE HWHCYIBTHI,
[O0Y€EYHask HEJAOCTATOYHOCTh, TUIEPTPOPUUECKAs KApAUMOMHOIIATHS) C LEJIbIO BHISBICHUS
naruentos ¢ b® [7,12,18].

YpoBenb yOeauTeJbHOCTH pekoMeHaauuu — B (ypoBeHb [10CTOBEpPHOCTH

JA0Ka3aTeabCTB 4).

Kpurepuu oneHkn kayecrsa MeAULMHCKON NOMOLIU

Kpurepun xkavyecrsa Onenka BbINOJTHEHHUS

[IpoBeneno onpenenenne aktTuBHOCTH AI'AJI B msiTHax KpoBH,
BBICYIIICHHBIX Ha (PMIIBTPOBAILHON OyMare WM B JIEHMKOIMTAxX
KpOBH BCEM TMAIlMEHTaM MYKCKOTO Moja (B TOM YHCIE U Ha
I[OKHHHHHCCKOﬁ CTa)II/II/I) JJI TIOATBCPKACHUA TUAarHo3a

Ja/ner

IIpoBeneHo BceM mManueHTaM € KJIMHUYECKOM KapTHHOM bd-
orpeJiesieHre  KOHIEHTpanuu rioborpuaosmicunarosnsa  (Lyso-
GB3) B mngTHaxX BBICYNIEHHOW KpOBM WM IUTa3M€ KPOBH IS Ha/uer
OMOXMMHUYECKOTO MOATBEPKICHHS AWArHo3a W Iepel HazHaueHHEeM
(hepMEHTHOI 3aMEeCTUTENHLHON Tepanvu

[TpoBeneHO MOJEKYJISIPHO-TEHETUYECKOTO HCCIENOBaHUA IS
BCEX MAIMEHTOB CO CHIKEHHOW aKTHUBHOCTHIO pepmenTa AI'AJL
U JUIS JIML] )KEHCKOI'O IOJIa IIPU KIMHUYECKOM IIOJO3PEHUU Ha
b® u npm Hammuum poJaCTBEHHMKOB ¢ b® B poOJOCIOBHOM:

Ja/ner
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Kpurtepuu kayecrBa

OIIeHKa BbIIIOJTHCHUSA

BbIsIBIIeHHe MyTanuii B reHe GLA, komupyromem AI'AJl mns
MOJATBEPXKIICHUST JMarHo3a Ha MOJIEKYJISIPHO-TEHETHIECKOM
YPOBHE y MYKUYHH CO CHM)KCHHOW aKTHBHOCTHIO (hepMEHTa U
Ul JKEHIIMH C KIMHAYECKMMH TIpu3Hakamu b®D wim
POJICTBEHHUKOB ITP00OaH 1a IO MATEPUHCKOM JIMHUU

Hasnauena ¢epMeHTHasi 3aMeCTHUTEIbHAsI TEPANH C MPUMEHCHHEM
arajyicnzaspl 0eta B mo3e 1 MI/KT wim arajacumassl anbda B moze 0,2
MI/KI TIaLIMEHTaM C YCTaHOBJIEHHBIM JuarHo3oM b®d B Buae B/B
uHQy3uu 1 pa3 B 2 Hefenu (Ipy HAJIMYUH OKa3aHU)

Ja/mer

[IpoBeneHa KOHCy/IbTalMs Bpadya-TEHETHKA ISl CEMbU IIALMCHTA C
YCTaHOBJICHHBIM AUarHozom b®

Ja/mer

[IpoBenena KoHCynbTalMS-Bpavya-meauaTpa C YCTaHOBJICHHBIM
nuarHozoMm b®d eciau oHM HE MPOBOAWUIOCH B MPEAUICCTBYIOIIHE 6
MECSILIEB

Ja/ner

IIpoBeneHa KOHCYIbTALUS Bpaua-TepaneBTa A NalueHTa crapue 18
JIET C YCTaHOBJICHHBIM JuarHo3oM b®d ecin oHM HE MPOBOAWIOCH B
MIPEANISCTBYIONTHE 6 MECAIICB

Jla/mer

IMpoBeneHa KOHCYJbTAIMSI-Bpaya-Kapauoaora JUisl TAalUeHTa ¢
YCTAHOBJICHHBIM JUarHo3oM b® ecnmu OHM HE TPOBOJMIOCH B
MIPEAIISCTBYIONTHE 6 MECAIICB

Jla/mer

IIpoBeneHo sxokapauorpadus TpU TEPBUYHOM OOCJICIOBAaHUH U
nanee He pexe 1 paza B 12 mecsiues

Ja/ner

10.

IIpoBenerno OKI' (12-kananmpHas) mMpu NEPBUYHOM OOCIIEOBAHUUA U
najuee He pesxe 1 paza B 12 mecsien

Jla/mer

11.

IIpoBeseHO XONTEPOBCKOE MOHHUTOPUPOBAHHWE TIPH MEPBUYHOM
oOcrenoBanny 1 gajnee He pexe | paza B 12 mecsiieB

Ja/ner

12.

[IpoBenerno MPT cepmia (ipy mepBUYHOM OOCIIEIOBAaHUH U Jajiee He
pexxe 1 pasa B 12 MecsieB) JUis CBOSBPEMEHHOTO BBISIBIICHUS W/WITH
MOHUTOPHHI'a KapAUOJOTHUCCKUX H3MEHEHUH

Jla/mer

13.

[IpoBeneno MPT romoBHOTO MO3ra MpH NEPBUYHOM OOCIIEIOBAHUH U
He pexe 1 pas3a B roa B cilydae, €Ciid U3MEHEHUS ObUIN BBISIBICHBI 10
Hagaia 3T wim He pexke 1 pasa B 36 MecsieB, eCIu U3MEHEHHS
ObLIH BBIsIBIEHBI Tocie Havaita 3T

Ja/mer

14.

IIpoBeneHO wHccneOBaHUS YPOBHS Oejlka B MOYe M H3MEpEHHE
pacuetHoil Gopmynsl CK® npu nepBuyHOM 0OCIEIOBaHUHM U Jajee
He pexe 1 paza B 6 MecsIeB

Ja/ner

15.

IIpoBenenbl gabOpaTOPHBIE HCCIICAOBAHUS COTJIACHO KIMHHUYCCKUM
peKOMEHIAIMIM 10 BeleHHio manueHToB ¢ XIIH npu Hamuuuu y
nanueHTa ¢ b® npu3HakoB MOopakeHHsI TOYEK, eCIIU HE MPOBOIMIOCH
B ITOCJIEAHHE 6 MECSIIEB

Ja/ner

16.

IIpoBeneH ocMoTp Bpada-oTaabMOIOra ¢ UCCIACHOBAHHUEM TJIa3HOTO
JHa TIPH TIEPBUYHOM OOCJICIOBAHMHM W €CJIH HE MPOBOJUIOCH
MOCHeaHNE 3 roaa

Ja/ner

17.

IIpoBenena ayawomerpus (A7 TAIMEHTOB CTapiie 5 JeT) mpH
NEPBUYHOM 00CJICIOBAaHUHU U €CJIU HEe IPOBOAMIIOCH IToceiHe 3 roaa

Ja/uner
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IIpunoxenue Al. CocraB padoueii rpynnsl no paspadorke u

MEPECMOTPY KIMHUIECCKUX peKOMeHHaHHﬁ
Kyues Cepreit UBanoBuu - uwi.-kopp PAMH, n.m.H., aupexrop ®I'BHY "Menuko-
reHeTUYeCKU HayuHbIM eHTp uM. akagemuka H.I1.boukosa ", Ilpe3uaeHt Acconuanuu
MEUIIMHCKUX reHeTHKOB (AMI).
bBapanoB Asekcanap AjekcanapoBuu - akajgeMuk PAH, npodeccop, 1.M.H., TOYETHBIHA
npencenarens Mcenonkoma Coroza nenuarpo Poceun.
Hama3zoBa-bapanoBa Jleiiia CeiimypoBHa - akamemuk PAH, mpodeccop, a.M.H.,
[Ipencenarens Mcnonkoma Coro3a neauarpoB Poccum.
AnTunenko Ejena AHapeeBHa - JOLEHT, A.M.H., JOLEHT Kadeapbl HEBPOJIOTHH,
ncuxuatpu  u  Hapkosiorn DOI'BOY  BO  «lIpuBomxckuili  uccaeqoBaTeIbCKUN
MeAMLIMHCKUI yHUBepcuteT» MunsapaBa Poccuu, unen Bcepoccuiickoro oOmiecta
HEBPOJIOTOB.
Bamakmanze Harto [Ixym0epoBHa - a.M.H., JOUEHT Kadeapsl ¢aKylIbTeTCKON
neauarpun [1d ®I'bOY BO PHUMY umenu H.U. Iluporosa, MHcTUTYyT neauarpuu u
oxpansbl 310poBbs Aereilt LIKb PAH, uien Coro3a nenuatpoB Poccun.
Boaruna Csernana SlkoBiaeBHa - aA.M.H.,, mpodeccop kadenpsr DPI'BOY BO
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Konummuckass Cseriiana BacuibeBHa - K.M.H., JOLEHT Kadeapsl HEBPOJOTHUH,
ncuxuatpun U Hapkojorun OJIIIO GI'BOY BO «lIpuBomkckuil nccneqoBaTebCKUi
MEIUIMHCKUN yHHUBepcuTeT» MunsapaBa Poccuu, wien EBpormeiickon akanemuu
HeBpoJoruu, wied Paboueit rpynmnsl no 6omau EBponeiickoil akageMun HEBPOJIOTHH, YIeH
EBponeiickoit Cetn mo ©Oonesnu ['entunrrona, unen Ilpesunmyma HammonamsHOTO
Cosera skcrepToB 1o opdanHbIM 3a0osieBaHMsIM, WwieH Poccuiickoro obmiecTBa 1o
HEPBHO-MBIIIEYHBIM 3200JIEBAHUSM.
Koctuxk Muxaunn MuxailinoBuy - J.M.H., JOUEHT KadeApbl TOCOUTAIBHON MeauaTpun
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yHuBepcuteT Munzapascoupassutus Poccun, Cankt-IletepOypr
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JlapponoBa  Banentmna  Wabmamuna -  amH., OIBHY  "Uucturyr
SKCTIIEPUMEHTAIBHOW  MeauIuHbl", wieH Poccuiickoro oOmecTBa MEIUITMHCKUX
TE€HETUKOB.

Makcumosa lOaus BaagumupoBHa - 1.M.H., mpodeccop, 3aB. Kaheapoil MeTUIINHCKON
reHetuku u ouonorun ®I'bOY BO «HoBocubupckuii rocyaapcTBEHHBIN MEAUITMHCKUANA
yHuBepcuteT» Mun3apaBa Poccuu, 3aB. meauko-reHerndeckum otaenom ['bY3 HCO
"I'Kb Ne 1", unien Accoupanuy MEIULMHCKUX TeHEeTUKOB (AMI).

MuxaiiioBa Csersiana BuraabeBHa - a.M.H., 3aBenywomas oraeineHueM PI'BY
«Poccuiickas Jlerckas Knmmanueckas bonpauna» M3 PO.

MouceeB Cepreii BajeHTHHOBHY - J.M.H., 3aBeayromuil kadenpoil BHYTPEHHHX,
npodeccuonanbHbix 6osesznel u pesmaronorun ®I'AOY BO Ilepsbiit MI'MVY um. .M.
CeuenoBa (CeueHoBckuil ynusepcurer) M3 PO.

I[IymkoB Anexkcanap AjiekceeBHY-K.0.H., B.H.C. TaOOPaTOPUH MOJIEKYISIPHOM IeHETHKU
u kierounor Ouonoruun OI'AY "HayuHblii MEIUIIMHCKUN HCCIEIOBATENbCKUI LIEHTP
3n0poBbs aeteit”" M3 PO, unen Coroza nequatpos Poccun.

HoakiaernoBa Tarbsina BuaagumMupoBHAa - K.M.H., C.H.C. Ja0OpaTOpuu PEIKHUX
HACJICICTBEHHBIX Oose3Hel y aeren OIraAy "Hayunsrii MEIUITMHCKUU
MCCIEeI0BATENbCKUIN HEHTp 340poBba aeteil”" M3 P®D, unen Coro3a neauatpoB Poccun.
CaBocrbsinoB Kupnaa BuxkropoBuu - k.0.H.,, 3aBeayroumii sabopartopueit
MOJICKYJIIPHON TEeHETUKHW U KieTtouyHou Owosoruun PI'AY "Hayunwii MenuuuHCKUN
UCCIEeI0BATENbCKUIN HEHTp 340poBbi aeTei” M3 P®D, unen Coro3a nenuarpos Poccun.
Caniory6 I'anuna HukosaeBHa - K.M.H., JIOICHT, 3aBeaytomias kadeapoil BHYTpEHHUX
oonesneit ®I'BY «C3OMMUIL] umenu B. A. AnmazoBa» M3 P®.

Cemsauknna Aiia HukogaeBHa - O.M.H., T.H.C. OTJIEJICHUS KIMHHYECKOM TIEHETUKU
OI'bY «Mockosckuit HUM nenuarpun u nerckoit xupypruu Munsapasa Poccuny, dinex
Acconmanuu MEIUIMHCKUX TeHeTUKOB (AMI).

CoxoJ10B AJiekceil AiibOepTOBHY - 1.M.H., podeccop Kadeapbl BHYTpEHHUX Oose3He
u H"edppomorun ['BOY BIIO «CeBepo-3amanHplii TOCYIapCTBEHHBIH MEIUIIMHCKUAN
yHuBepcuteT uM. M.M. MeuHukoBa», C.H.C., HaYaJIbHUK OTAeleHUs KIMHUYECKOro
[lenTpa SKCTpakOpNOpaIbHOW JAETOKCHUKAUU BOEHHO-MEAUIIMHCKOW  aKaJleMUH,

BEAYIIUH HAYYHBIH COTPYAHUK, PYKOBOJUTEb IPYIIIBI 110 U3YYEHUIO PEIKUX Oose3Hen
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(LlenTpansHoit u BocTtouno-EBporneiickoit ['enernueckoit Cetn).

21. Tomuimna Haranpa ApkagbeBHa - 1.M.H., npodeccop, PI'BY HUMI]
TPAHCIUIAHTOJIOTUH U UCKYCCTBEHHBIX OpraHoB UM akajneMuka B. M. [llymakosa.

22. ®omun Buktop BuxkropoBu4 - wi.-kopp PAMH, A.M.H., IpOpeKTop MO KIMHUYECKON
paboTe W JIOMOJHUTEIBHOMY MPOECCHOHATBLHOMY O00pa30BaHUIO, 3aBEAYIOLIUI
kadenpoii dakynprerckoit Tepanuun Nel ®I'AOY BO Ilepeeit MIMY wum. U.M.
CeuenoBa (CeueHoBckuil ynusepcurer) M3 PO.

23. YpanoBa Ouabra BacmiabeBna - k.M.H., OOO «Meauko-TeHETHYECKUN IICHTP
«I"'enom»», npencenarens Huxeropoackoro otaenenus POMIT, pykoBogutens Llentpa
meauuuHckod reHetukun OI'BOY BO «IMMVY» MunznpaBa Poccun, r. Huxnwuii

Hosropon.

ABTOpBI IOATBEPKAAIOT OTCYTCTBHE (DUHAHCOBOM MOAAEPKKH/KOH(INKTa HHTEPECOB, KOTOPBIN

HE00X0IUMO 0OHApPOI0BATh.
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IIpunoxenue A2. MeTonoJiorus pa3padoTKi KJINHUYECKHUX

PeKOMEHIALM I

HaCTOSIIJ_II/Ie PECKOMCHAAINN MnpeaHa3Ha4uYCHbI JJISL MMPHUMCHCHUA MCOUIIMHCKUMHAU
OpraHu3alMsIMH U YUPEXKACHUSAMH (elepalbHbIX, TEPPUTOPHAIBHBIX W MYHHUIIMIAIbHBIX
OpraHOB  yIpaBJICHUA  3APABOOXPAHCHHEM, cucTeM 00S3aTeNLHOTO U ,I[O6p0BOJ'IBHOFO
MCOUILIMHCKOI'O CTpaxoBaHUsI, ApyIrumMu MEAULIMHCKUMU OpraHru3anusaMu Pa3JIMIHBIX
OpPTraHU3AIMOHHO-TIPABOBBIX (OPM IEATEIBHOCTH, HANpPaBICHHOW HAa OKa3aHHWE MEIMIIMHCKON
IIOMOIIIH. Knunnueckue PEKOMEHAAIMU CO34aHbl Ha OCHOBAHHU CHCTCMATHYCCKOI'O 0630pa
muteparypsl 1992-2019 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane
Library databases, ¢ ucrnosib30BaHUEM CO3JJaHHBIX ITPOTOKOJIOB 10 JieueHHo bd:

Biegstraaten M. et al. Recommendations for initiation and cessation of enzyme
replacement therapy in patients with Fabry disease: the European Fabry Working Group
consensus document// Orphanet J Rare Dis. 2015. Ne10. P.36;

Ramaswami U., Whybra C., Parini R. et al. FOS European Investigators. Clinical
manifestations of Fabry disease in children: data from the Fabry Outcome Survey// Acta
Paediatr. 2006.V. 95. Nel. P. 86-92;

El Dib R., Gomaa H., Ortiz A., Politei J., Kapoor A., Barreto F. Enzyme replacement
therapy for Anderson-Fabry disease: A complementary overview of a Cochrane publication
through a linear regression and a pooled analysis of proportions from cohort studies// PLoS
ONE. 2017. V.12. Ne3. P. e0173358;

Alegra T., Vairo F., de Souza M.V., Krug B.C., Schwartz I.V. Enzyme replacement
therapy for Fabry disease: A systematic review and meta-analysis// Genet Mol Biol. 2012. V. 35.
P. 947-54;

Spada M., Baron R., Elliott P.M. et al. The effect of enzyme replacement therapy on
clinical outcomes in paediatric patients with Fabry disease - A systematic literature review by a
European panel of experts. Mol Genet Metab. 2019. V.126. Ne3. P.212-23;

Germain D.P., Elliott P.M., Falissard B. et al. The effect of enzyme replacement therapy
on clinical outcomes in male patients with Fabry disease: A systematic literature review by a
European panel of experts// Mol Genet Metab Rep. 2019.V.19. P.100454;

Germain D.P., Arad M., Burlina A. et al. The effect of enzyme replacement therapy on
clinical outcomes in female patients with Fabry disease - A systematic literature review by a
European panel of experts// Mol Genet Metab. 2018. V.126. Ne3. P.224-35 .

[Ikanbl OLEHKM ypOBHEH aocToBepHOCTH JokaszarenbcTB (Y/IJ) u oueHku ypoBHei

yoemutensHOCTH pekomeHaanuii (YYP) npusenenst B Tabnumax 1-3.
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IleaeBas ayIUTOPHUA JAHHBIX KJIMHHYECKHX PEKOMEHIAIIMIA:

Bpauu o6mieit BpaueOHON MpaKkTUKHU (CeMeHbIe Bpaun);
Bpauu-neauatpsi;

Bpauu-tepaneBtsl;

Bpauu-renerukuy;

Bpauu-naboparopHbie TeHETHKH;

Bpauu-nedpoiory,

Bpauu-kapauosnory;

Bpauu nerckue-kapamoiiory;

© o N o gk~ wDhPE

Bpauu-nespouory;

=
o

. Bpauu-ractposnreposory;

. Bpa‘II/I-SHI[OCKOHI/ICTbI;

=
N

. Bpaun-penrrenonoru;

=
w

. Bpauun-nepmarosenepoiiory;

H
o

. Bpauu-odransmonoru;

=
(6]

. Bpauu ¢pyHKUIMOHATBHOM TUArHOCTUKY;

=
»

. Bpaun-ncuxuarpsr,

[
\‘

. MeaummHcKe TIICUXO0JIOTH,

=
oo

. Ctynentsl MmenuunHcKux BY30B;
19. Obyuatomiuecs B OpAUHATYpe U MHTEPHATYpE

IIpunoxenne 1. Illxana oueHkn ypoBHEH HOCTOBEpHOCTH AokazaTenbcTB (Y1) ans

METOAO0B JUATrHOCTUKU (I[I/IaFHOCTI/IquKI/IX BMGHI&TCJ'IBCTB)

Y0 Pacmugposka

1 Cucrematnueckre 0030pbl MCCIEAOBAHUNA C KOHTPOJEM pedepeHCHBIM METOJOM MU
cUCTeMaTH4YecKHil 0030p pPaHIOMHU3UMPOBAHHBIX KIMHUYECKMX HCCIIEIOBAaHUI ¢
NpUMEHEHHEM MeTa-aHajn3a

2 OTnenbHbIE MCCIEIOBAHUSA C KOHTPOJEM pepepeHCHBIM METOJOM WIN OTJeNIbHbIE
PaHIOMHM3HPOBAHHBIE KJIMHUYECKHE WCCIEAOBAaHUS W CHCTEMAaTHYeCKHe 0030pHI
UCCIIeIOBaHM J1000ro AM3aiiHa, 3a UCKIIOUEHHEM PaHIOMU3UPOBAHHBIX KIMHUYECKUX
WCCIICIOBaHMIA, C TPIMEHEHNEM MeTa-aHalIn3a

3 HccnenoBanust 6€3 MOCIEIOBATENBHOTO KOHTPOJIS pe(PEepeHCHBIM METOAOM WU
HCCIICAOBaHUA C pe(l)epeHCHI)IM METOAOM, HE ABIIOOIMMCA HCE3aBUCHUMBIM OT
UCCIIEIyeMOT0 METOJa MM HEPaHIOMHU3UPOBAHHBIE CPABHUTENIbHBIE UCCIEIOBaHMS, B
TOM YHCJIE KOTOPTHBIC UCCIICOAOBAHNA

4 HeCpaBHI/ITeJ'IBHBIe HUCCIIE€A0BaHMs, OITMCAHNEC KIIMHUYCCKOTO CiIy4das

5 Nmeertcs nunib 000CHOBaHNE MEXaHU3Ma JACUCTBUSI UM MHEHHE YKCIIEPTOB
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Ipunoxenune 2. [llkama omeHKH ypoBHEH A0CcTOBEpHOCTH nokaszarenbcTB (Y ) ms
METOMOB MPOMUIAKTUKH, JIeUeHUs U peadwimTtanmuu (IpopHIaKTHYECKUX, JIe4eOHBIX,

peadMIINTAIIMOHHBIX BMEIIIATEILCTR)

YA Pacuugposka

1 Cucremarnueckuii 0630p PKU ¢ npumeneHnem meTta-aHanmn3a

2 Otnenvuabie PKUM u cucremartnyeckue 0030pbl HCCICNOBAHUN JIOOOTO JaM3aiiHa, 3a
uckmouenneM PKU, ¢ npumenennem mera-aHainsa

w

HepaH,HOMI/I3I/Ip0BaHHBIe CPaBHUTCIIBHBIC UCCIICAOBAHMs, B T.4. KOTOPTHBIC UCCIICIOBAHUSA

4 HGCpaBHI/ITeJIBHbIe HCCJIICAO0BaHUs, OMMMCAHUC KIIMHUYCCKOro Ciiy4das HJIM CCPUHU CIIydacB,
HCCICOOBAHUA <(CJ'Iy‘I3ﬁ-KOHTpOJ'IB»

5 | Umeercs numb 00OCHOBaHHWE MEXaHHW3Ma JCUCTBUS BMENIATENHCTBA (JIOKIUHUYECKHE
VCCJIETOBAHMs) UM MHEHHE YKCIIEPTOB

Ipuaoxenune 3. lllkana oneHku ypoBHEW yoenutenbHOCTH pekoMmeHmauuid (YYP) mist
METOMOB MPOQWIAKTUKU, IAMATHOCTHKH, JIeUeHHs H peaOwmmrtaimu (IpOoQHIaKTHICCKUX,

JTUAarHOCTUYECKUX, JICUEOHBIX, PEaOMINTAIIMOHHBIX BMEIIATEIbCTB)

YYP Pacuudgposka

A CunpHast pekoMeHIanus (Bce paccMmaTpuBaeMble Kpurepuu 3S(h(eKTHBHOCTH
(ucxonpl) ABISAIOTCS BAXKHBIMM, BCE UCCIEJOBaHMUS MMEIOT BBICOKOE HJIU
YIOBJIETBOPUTEIBHOE  METOJOJIOTMYECKOE  KayecTBO, WX  BBIBOABI IO
MHTEPECYIOIIUM UCXO0JaM SIBJISIFOTCS COITIACOBAHHBIMU )

B VYcnoBHas pekoMmeHaalus (He BCe paccMaTpuBaeMble Kputepuu 3¢h(ekTHBHOCTH
(MCXOmpl) SIBISIOTCS BaXXHBIMHU, HE BCE HCCIEIOBAaHUS HMEIOT BBICOKOE WIIH
YIOBJIETBOPUTEILHOE METOAOJIOTMYEeCKOe KadecTBO W/WIM HMX BBIBOJBI IO
WHTEPECYIOIINM HCXOaM HE SIBJISIFOTCS COTJIACOBAHHBIMH )

C Cnabast pekomeHaus (OTCYTCTBUE JOKa3aTeNbCTB HAAJIEKAIIEr0 KayecTBa (Bce
paccmaTpuBaeMble KpUTEpUH 3PPEKTUBHOCTH (MCXOJbI) SBISIOTCS HEBAXKHBIMU,
BCE MCCIIEOBAHNS UMEIOT HU3KOE METOJOJOTNYECKOE KAaUYECTBO U MX BBIBOJBI 110
MHTEPECYIOMINM HCX0JIaM HE SIBJISIIOTCSI COTJIACOBAHHBIMHU )

ITopsinok 00HOB/ICHHS KIMHUYECKHX PEKOMEHIAIHIA.

MexaHu3M  OOHOBJEHUS  KIMHUYECKMX  pPEKOMEHJAUMH  MpeaycMaTpuBaeT — HMX
CUCTEMATUYCCKYIO aKTyaJIM3allui0 — HC PCIKE UCM OJJHMH pa3 B TpH IoAad, a TAKKEC IMPH IMOABJICHUA
HOBBIX JAaHHBIX C IIO3UIIUMH )10Ka3aTean0171 MCIUIHHBI 110 BOIpOCaM IMWMArHOCTUKH, JICUCHUS,
OpopWIAKTUKA ¥ peaOMIMTallMM KOHKPETHBIX 3a00JieBaHMM, HaJIU4YUU OOOCHOBAHHBIX

JIOTIOJTHEHNH/3aMeuanuil Kk paHee yTBepkAEHHBIM KP, HO He yame 1 paza B 6 mecsies.
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IIpunoxenue A3. CipaBo4Hble MaTepHAJIbI, BKIKYas COOTBETCTBHE
NMOKA3aHUH K NPUMEHEHHUIO U MPOTHBONOKA3AHM, CII0CO00B NPUMEHEHUA 1
1103 JIeKAPCTBEHHBIX NPeNnapaToB, HHCTPYKIMHU 110 IPUMEHEHUI0

JJEKApPCTBCHHOI'0 IIperiaparTa
1. [Tpuka3 MunucrepcrBa 3xapaBooxpanenusi PO "OO6 yreepxaenuu [lopsiaka
OKa3aHWsl MEIUIMHCKOH INOMOIIM OOJBHBIM C BPOXAEHHBIMH M (WJIM) HacleACTBEHHBIMU
3aboneBanusMu" ot 15 HossOpst 2012 r. N 917#H).

2. Knuanyeckne pexkomenpamun «l'uneprpodudeckas kapauomuomnatus» ID:

KP283, (http://cr.rosminzdrav.ru/)

3. Meronuyeckoe  pykoBojacTBO  «Tpancmimantanus  moukw»  ID: MP34
(http://cr.rosminzdrav.ru/)
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Ipuioxkenue b. AlIropuTmMsl 1eHCTBUI Bpaya

Mpu3Hakn B y nauneHTa nam 6O y
POACTBEHHUKOB

NabopaTopHana gMarHocTmka

Oundd.amarHoctuka c

apyrumm
3aboneBaHuAMMU

[OunarHos
noATBEPKAEH?

UmetoTtca
nokasaHus K
P3T?

MOHUTOPUHT
COCTOAHMA NauMeHTa

®3T

Tepanusa
abdeKkTnBHA?
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PaccmoTpeHus BO3MOMKHOCTEN
OPYruX MeToA0B fleueHns (B
TOM YMC/Ie TPAHCMIaHTaLMA

opraHos)




Hpuinoxenue B. Undopmauus 1/ manueHra

bonesnp ®abpu (bP) wim Gonesnp AnpepcoHa-Pabpu — peakoe HacIeACTBEHHOE
3a00Js1eBaHNe, KOTOPOE OTHOCUTCS K JIM30COMHBIM 0O0JIE3HSAM HAKOIUIEHUS.

Kiaunnyeckue nposiBjieHust

[Ipu Ooneznu Dabpu CTPagarOT NPAKTUYECKHUE BCE CHCTEMBbl OPraHoOB. Y MHOTHX
HaOrofaroTes HelponaTuyeckass 00ib (Kryuue OOJIM B KHUCTSAX M CTOINAX, YCHIMBAIOLIUECS B
KapKyl TMOoroay, npu (GU3HYECKOW Harpyske), KOXKHBIC IPOSIBICHUS (aHTMOKEPaTOMBI),
HapyLIeHHE MOTOOTAEICHUs (TUMO-, aHTUPO3), TMOpaKEHHE Nepudepuyeckoil M HEHTPAIbHON
HEPBHOW CHUCTEMBI (MHCYJBT), IMOYEK, CEpJla, OpraHa 3peHMs (BUXPEBUAHAsS KEpaTomaTws),
ey JOYHO-KUIIEYHOI'O TPaKTa.

IIpu xnaccuueckoil opme 3a0oneBaHue HauumHaeTcs B 4-12 jer M xapakTepusyercs
NEPUOTNISCKUMHU OOJSIMH TMPEUMYILIECTBEHHO B KUCTAX U CTOIAX, MHOTAA 0OJb JOKAJIH3yeTCs B
KUBOTE€ M TPUCTYIBl HAMOMHUHAIOT ANICHIUIWT. bBojM ycWiIMBAaKOTCA TpPU TOBBIICHUH
TeMIeparypbl Tena, (U3NYECKHX Harpy3kax, B JKapKyl M XOJIoJHYyI mnoroay. bomm moryr
poTeKaTh 1o TUILY Kpu3oB. C Bo3pacToM 00JIeBble KPU3bl OOBIYHO YMEHbBIIAKOTCS.

OnHUM H3 SPKUX CUMIITOMOB SIBJISIFOTCS QHTHOKEPATOMBI, KOTOPHIE €CTh MPAKTHYECKH Y
Bcex mnanueHToB. [lo pasmepy 3To HeOombInHMe, ¢ OyTaBOYHYIO TOJIOBKY, OOpa3oBaHUs —
KpPacHOTO MJIM 0arpoBOTrO IBETA, TIOCKUE WM MPHIIOAHATHIC HAJ IMOBEPXHOCTHIO KOXKHU. Yare
BCEr0 MOSBIIAIOTCS AHTMOKEpaTOMbl B HIDKHEH 4acTW JKMBOTA, PACHpPOCTPaHsSICh Ha Jpyrue
y4yacTkH Tena. OHM He IPUUYHHSIOT 0c000T0 OECIIOKONCTBA — TOJIBKO €CIM HE 3aTParuBaioT BCIO
MOBEPXHOCTH TEa.

[Topaxxenne mouek npu bd HaGmomaeTcs MPaKTHYECKH Y BCEX MYKYMH M Y MHOTHX
XKeHIMH nocie 40 jer, YTo NPUBOJUT K MOYEYHOM HEJOCTAaTOYHOCTU U TpeOyeT MpoBeJeHUE
reMoiuain3a.

Y MHOTHX MAaIIeHTOB C BO3PAaCTOM Pa3BUBACTCS THIEPTPOQHs MHOKapHa, KaTapakTa U
HapyIlIeHUE CiIyXa.

Cxopnble ciaydyan 3a00J€BaHHM B ceMbe, TOYE€YHAsl HEAOCTATOYHOCTh, PAHHUE UHCYIBTHI,
JMXOpaJiKa HEsICHOTO reHe3a, 60IM B )KMBOTE, KUCTSIX U CTOMAX,

IIpuunnbl 60s1e3HU Dadpu

Bonesnp oOycrnoBiena myrtamusimu B reHe GLA, KoTopblii komupyer ¢epMeHT o-
ranakto3unazy A (A-I'AJI A). OToT ¢epMeHT ydacTBYeT B peaklHsIX pPacIICIUIeHUsT 0COObIX
XKHUPOB- TIIMKOCUHTONUINIOB. B pe3ynbprare HEAOCTaTOYHOCTH (epMEeHTa MPOUCXOIUT

HaKOIIJICHHUC - l"J'II/IKOC(bHHFOHHHI/IJIOB B pPa3JIMYHBIX OpraHax v TKaHsIX.

41



I'en GLA pacnonokeH Ha X-XpOMOCOME M 3a00JIeBaHHE MMEET X-CHEIJICHHBIN THII
HacnenoBaHus. HO B OTIMYMHM OT MHOTHX APYruX X-CIEMJICHHBIX PELECCHBHBIX 3a00JI€BaHMIA,
60-70% >KEHIIUH — reTepO3UTOTHRIX HOCUTEIBHHI] UMEIOT KIMHUYECKHE MPOSBICHUS, TPHYEM
MHOT/Ia TaKKe e TsHKeJIble, Kak Uy OOJbHBIX MY>KUHH.

Honroe BpeMs cuurtanoch, 4ro b®d odeHb peakoe 3aboiieBaHHE, HO CKPUHHHIOBOE
uccienoBanre B Mranuu mokaszano YAMBUTEIBLHO BBICOKYIO 4acToTy 3Toil Ooneznu: 1:3100
HOBOPOXKJICHHBIX MaJbUMKOB MMENU HHU3KYIO akTHBHOCTH A-I'AJI A m myrtamum B rene GLA.
[TooToMy BO3MOXKHO, 4YTO MHOTHME Ciy4au 3abojeBaHHMsl TaKk M  OCTalOTCi He
JTUArHOCTHPOBAaHHBIMHU.

UroOs! BeIsIBUTE bD, BO MHOTHX cTpaHax, B TOM 4ucie B Poccun, 00CIeayoT ManueHToB
U3 OT/IEJICHUIM reMouann3a, HEBPOJOTHYECKUX U KapIHOJIOTMUECKUX CTallMOHAPOB.

Kak ycranaB1uBaoT q1MarHo3

Bpauu Ha OCHOBaHMM KJIMHHYECKUX CUMITOMOB MOTYT 3alo003pUTh O0JIe3Hb. 3aTeM
IPOBOJATCS Ta0OpATOPHBIE TECTH U MHCTPYMEHTAILHOE MCCIIeIOBaHNUE.

TouHbI TUarHO3 MOXHO YCTaHOBUTH, U3MEPHB aKTUBHOCTH (DEPMEHTA, MM ONpPEICITUB
KOHIeHTpanuio nu3zochunromunuia -lysoGb3 B kposu. s 3TOro nocratoyHo codpats KpoBb
Ha KapTOYKy-QUIBTP M3 Malblla WIK U3 BEHbl. Takue KapTOYKU €CTh B JIOOOW MEIUKO-
TFE€HETUYECKOM KOHCYJIbTAllUU U B MOJIUKJINHHUKE.

TouHblll 1UarHo3 BaxeH JJIs MEIUKO-TEHETUYECKOr0 KOHCYIbTUPOBAaHMsI, IPEHATAIbHON
JIMarHOCTUKY 3a00JIeBaHMs, yCTAHOBJICHUS HOCUTENILCTBA.

Jleuenue

g b® pazpabotan 3p¢GeKTUBHBII METOJ Jie4eHUs — (epMEHTHas-3aMECTUTENbHAS
tepanust (O3T), mosToMy paHHsSI TUArHOCTHKA 3a00JIeBaHUS UMEET OOJbIIOE MPaKTUYECKOe
3HayeHue. K coxaneHuro, 4acTh ciaydaeB JUarHOCTUPYETCS Ha MO3JHHUX CTAIUsIX OOJIEe3HH, YTO
HE JIaeT BO3MOXKHOCTh MOJNYYUTh 3HauuTenbHbIH 3(dext P3T. Onnako, Ha MH000H cTaguu
6oneznn Hayasio 3T mo3BojseT 3aMeUIUTh MPOTPECCHUPOBAHME U CMATYUTH KIMHUYECKHE
CUMITOMBI.

PoJb ceMbH M manMeHTa

Ha npumepe B® mMoxkHO nmoka3aTh BaXXHOCTh COCTABJICHHUS POJIOCIOBHOM M 00CI€J0BaHUS
poJcTBEHHUKOB. CunTaercs, 4To, yCTAaHOBUB JUArHO3 y OJHOTO MalMeHTa, IpU 00CiIea0BaHuN
POJICTBEHHUKOB MOKHO HaWTH elle 5 OOJbHBIX HAa Pa3HBIX CTAIUAX OOJIE3HU - OT MPAKTHUYECKH
0EeCCUMNITOMHOM /10 TSXKEOM.

[ManenTtsl ¢ B® MoryT moMouyb CBOMM POJHBIM, IPOCTO COOOIIMB UM O HEOOXOAMMOCTH

HpOfITPI JANAarHOoCTHUKY. Eciu nmarnos 6y)1€T YCTAHOBJICH paHO — OO0 Hadalla HCO6paTI/IMBIX
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W3MEHEHUN BHYTPEHHUX OPTaHOB, JieueHHWe OyaeT ropaszno 3¢dexktuBHee. Jlewammii Bpay umu
Bpau-TCHETHK HE HMEET MpaBa pasriiamaTh MEIUIMHCKYI HWH(OpMAIHI0, TOITOMY Cyab0a
POAHBIX — HCJIMKOM B pyKax CaMHUX MMAallUCHTOB.

Popxnble Opaths U cecTphl, BCe POACTBEHHUKHU [0 MAaTEPUHCKOW JIUHUHM — AU, TETU U
JIBOIOPOJHBbIE OpaThsi M CECTPbl JOJKHBI OBITh NPOMH(POPMHUPOBAHBI O HEOOXOIUMOCTHU
TECTUpPOBaHUS. B ceMbsix O0O0JE€3Hb MOXXET NPOSIBIATHCS MO-pPa3HOMY. Y MYKYHH YacThIM
ocioxHeHueM mocae 40 ner sABIseTcs MoYedyHas HelocTaTOYHOCTh. Ho B paHHeM Bo3pacrte
OCHOBHasl %ajioba — 3TO aKpoIMapacTe3uu, aHrHOKepaToMbl. JKeHIIMH MOTyT 6eCIIOKOUTh O0JH, a
MOYEYHAsl HEJOCTATOYHOCTh BCTPEUAETCS PEXEe M MOXKET Pa3BUBAThCA B IO3JHEM BO3pacTe.
[TpoBeneHue MOJEKYISIPHO-TEHETUYECKOTO aHAN3a, HANPABICHHOTO Ha BBIBICHHE CEMEHHOMN
mytanuu rera GLA noka3aHo cIeIyIoniM poICTBEHHUKAM MallueHTa:

Juis1 mpobania My:KCKOro 1moJjia:
MaTh

no4Yepu

OpaThs U cecTphl

CBOJIHBIE OpaThsi U CECTPHI IO MaTepu
JIe/1 110 MAaTePUHCKOUW JTMHUH
6alymiKa 1Mo MaTepUHCKOMN JTMHUA
JIETH 1oYepen

6paTI>$[ " CCCTPBI MAaTCPU

© ©° N o g bk~ 0w DN PE

Jo4yepu OpaTbeB

[EEN
o

. IETH cecTep

[EEY
[EEY

. 1049€pHU INICEMAHHUKOB

[EEN
N

. ACTH IIJICMAHHUIL

[HEN
w

. ABOXOPOJHBIC 6paTB$I " CCCTPLI 11O MaTepHHCKOﬁ JIMHUU

[EEN
SN

. 10YepU BHYKOB (IIpaBHYYKH) IO JTUHUM JTouepent

[EEN
a1

. IETH BHY4YEK (TIpaBHYKH U IPAaBHYYKH) 110 JTUHUU J0YEpei
Jis1 mpo6aHaa AKEeHCKOro moJjia:
Math
oTeIy
NeTh
6a0ymiKa o MaTepUHCKOM JTMHUU

ACAYIIKa 110 MaTepHHCKOﬁ JIMHUHN

© o &~ w Do

0alyIika 1Mo OTIOBCKOM THHUU
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10.
11.
12.
13.
14.
15.
16.
17.
18.
19.
20.
21.

JIeTyIIKa 10 OTLOBCKOM JINHUU
OpaThs U cecTphl

CBOJIHBIC OpaThs U CECTPHI 10 MATEPUHCKOMN JTMHUN
CBOJIHBIE CECTPBI 110 OTLIOBCKOM JIMHUU

BHYKH U BHYUYKH

OpaThs U cecTpbl MaTepU

OpatThsi ¥ CECTPHI OTLIA

Jlodepu OpaTbeB

JIETH cecTep

JI0YEpU BHYKOB (TIPaBHYYKH)

JI€TH BHYYEK (MPaBHYKHU U MPAaBHYUYKH)
JIBOIOPOJIHBIE OpaThs U CECTPHI 110 JTMHUU MaTepH
JIBOIOPOJIHBIE OpaThsl U CECTPBI 110 JTUHUM OTLA
J0YepH TUIEMSIHHUKOB

JCTH IIJICMSIHHUNI]
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Ipuiaoxkenue I'. IlIkanbl OLeHKH, BONPOCHUKH U APyrue OLeHOYHbIEe

HHCTPYMEHTBI COCTOSTHUA NMAIMMCHTA, IPUBCACHHLIC B KIMHUYCCKUX

Hpuioxenne I'1.

PEKOMECHIAIUAX

BripameHHOCTh KIIMHUYECKUX NposiBjieHni b® B

pa3HOM BO3pacTe

Hetn

IToapocTkn

B3pocibie

AKponapecTe3uu

Axponapecre3un

Axponapecre3un

Bosip B KOHEYHOCTAX

BoJsp B KoHEYHOCTAX

Bosbp B KoOHEYHOCTAX

[Topaxenust xpycTajluka U
POTOBHUIIBI

[lopaxenus: xpycrajiuka u
POTOBHUIIBI

[lopaxenuss xpycraiuka u
pOTOBHUIIBI

Jluxopanka Jluxopanka Jluxopanka

Tenmopas u  xolomomas | TemoBas w  xojojoBas | TemmoBas ©  XO0JI0A0Bas
HETEPEHOCUMOCTh HENEPEHOCUMOCTD HETEPEHOCUMOCTh
IIcuxoconmaabHBIC IIcuxoconmanbpHbIS IIcuxoconmanbpHbIC
W3MEHEHMS H3MEHCHUSA W3MCHEHHUS

CHMKeHue ciyxa [Iporennypus [Iporennypus

H(eﬂy,I[O‘IHO-KI/IHIC‘lHHe
CHUMIITOMBI

H(eﬂy,HO‘IHO'KI/IH_IC‘IHBIe
CHUMIITOMBI

AHI'MOKEepaTOMBI

AHTIMOKEpaTOMBbI

YTomiseMocTb

YTomigseMocTb

CHIKeHue ciuyxa

Tloyeynas HELOCTATOUYHOCTD

Cepﬂetmaﬂ HEOOCTAaTOYHOCTD

WNHcynbT

CHuxeHue ciayxa M LIyM B
ymax

Jlumdpenema

Hpumelwmue: Y JHCEHWUH C ED cumnmomuwi NPOAGIAIONICA NO32HCE U BbIPAINCEHHOCNb UX

pasiuurna
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IIpunoxenue I'2. {uddepenunanbHas 1uarnocTuka 6oJesnn @adpu

Tun Hapyuenus

JAuarsos

AHFI/IOKepaTI/IOMBI

[lerexuanbHas ChIlb, HACIEACTBEHHAs reMOpparunyecKas
tenaHrudKTazus Penmao-Ocnepa-Bebepa, anrnokeparoma
doppaiica, anrnokeparoma MuoOen, orpaHUYCHHAS
HEBU(OPMHAS aHTHOKEepaTOMa TyJIOBHILA, Oone3Hs [nnmiepa,
(byK031103, TAHTIIMO3U/103, ACTIAPTATIIIIOKO3aMUHYPHUS U
CHAJINJ03.

BosneBoii cunapom

Jlnaberndeckas ¥ aKOTOJIbHASI 00JIeBast MOJMHEBPOIIATHS,
nopdupuitHas OJMHEBPONATUS. PEBMATOUIHBINA apTPUT,
peBMaTHuecKas JIMX0pajaKa, 3pUTpOMeEIIarus, Cuaapoma Pelino

IToueynas matosorus

XPpOHUYECKUH JTAaTCHTHBINA TIIOMEPYyJIOHEDPUT,
WHTEPCTUIIUAIBHBIN HePpUT

Cep,[[e‘lHO'COCYI[I/ICTaH
CHUCTEMA

Kapaunomeranus, apuTMust HESCHOTO IF'eHe3a

Odranbmonoruueckue
HapyIICHUS

JlekapcTBeHHBIE O TaTbMONIATHH (TIPU IPUMEHEHUH XJIOPOXUHOB,
aMHOJapOHa)

KenynoyHo-KuneuHbli
TPaKT.

CuHIpoM pa3apakKeHHOTO KUIIeYHHKa, 0oae3ub Kpona
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Ipunoxenne I'3. Kpurepun Haznayenus ®3T

bes [Toueunsie* | Cepmeunsie™ | [THC* bomp* KKT*
MPU3HAKO
B u
CHMITOM
OB
Knaccuuec | Jle6or B | -Mukpoans | - THIEPTPO - 11IbB -HEBPOIIA - KK
Kas b, Bo3pacte | OymmHypus | dus (Kmacc THYECKAsI CHMITTOMBI
MYKYAHBI 16 ner u (Kmacc 1) MHOKap/a 2B) 6ois (Knace | (Knace 2A,
cTapiie -IpOTENH MTC >12 -THA/ 2A) eciu
(Kmacc ypus (Knace | mm) 6e3 (M | MHCYNBT | - HEBpoIla Pa3BUIINCH B
2B) 1) c (Kmacc THYECKAsA BO3pacTe 0
- ToYeyHast MHHHMAaJIbH 2A) 00IIb, Jaxke 16 net; Knacc
HEIOCTAaTOY | BIMH - moteps | mpH 2B, ecin
HOCTh (CK® | mposiBiieHns | ciyxac YCIIOBUH Pa3BIIINCH B
60-90) M) pudpo3a | KOPpeKIH | MOITHOTO BO3pacTe
(Kmacc I) (Kimacc 1) el mo KOHTpOJIs ee | crapie 16
- IoYeyHast | - MPU3HAKH BO3pacTy | OOJEyTONAIO | JIET)
HEJOCTaTo4 | HapyIICHUS (Kmace mMe (He
HocTh (CK® | cepaeunoro 2B) BIIUSIET Ha
45-60) pUTMa eKEHEBHY
(Kmacc 2B) | (Kimacc 1) 10
AKTHBHOCTB)
(Knace 2B)
Hexnaccnu - MEKpOajlb | - THUIIEPTPO - [IbB - HEBpOIIa - KK
eckas bO, Oymunypus | dus (Kmace THYeCKast CUMITOMBI
MYKYAHBI (Knacc 1) MHOKapza 2B) 6onp (Knace | (Knmacc 2A,
-IpOTENH (MTC >12 -THA/ 2A) eciu
ypus (Kimace | Mm) Oe3 (Wi | MHCYIBT | - HEBpoma Pa3BUIIKCH B
1) ¢ muauMans | (Kiace THYECKAsI BO3pacTe 10
- moueyHas HBIMH 2A) 60JIb, TaxKe 16 met; Kmacc
HEJOCTaTOY | NPOSBJICHUS | - MOTepsl | TpH 2B, ecin
HocTh (CK® | mun) pubposa | ciyxac YCIIOBUH Pa3BHIIUCH B
60-90) (Kimacc 1) KOPPEKIIH | IMOJIHOTO BO3pacTe
(Kmacc 2A) | - mpu3HaKH el o KOHTpOJIS ee | crapiie 16
- IOYeYHast | HapyIIeHHs BO3pacty | OoieyToisito | JieT)
HEJI0CTaTOd | CePACHIHOTO (Kmacc UMy (He
HocTh (CK® | purma 2B) BJIMSIET Ha
45-60) (Kimacc 1) CIKETHEBHY
(Kmacc 2B) 10
AKTUBHOCTBD)
(Kiacc 2B)
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Knaccuuec - MUKpOajlb | - THIIEPTPO - [IBB - HEBpOIIa - KK
kast b, Oymunypus | dus (Kimacc THYeCKast CUMITOMBI
KCHIHBI (Knacc 2B) | muokapna 2B) 6onp (Knace | (Kmacc 2A,
-IPOTEHH (MTC >12 -THA/ 2A) eciu
ypus (Kimace | M) Ge3 (mnmn | WHCYJIBT | - HEBpoma Pa3BIIINCH B
2B) c (Kmacc THYECKASI BO3pacTe 10
- IOYeYHast MUHHAMAJIbH 2A) 00I1b, TaxKe 16 net; Knacc
HEOCTATOY | BIMH - moteps | HpH 2B, ecin
HocTh (CK® | mposiBiieHns | ciyxac YCIIOBUH Pa3BIIINCH B
60-90) MHu) GuOpo3a | KOPPEKIH | TOITHOTO BO3pacTe
(Kmacc 2A (Knace I) el mo KOHTpOJIst ee | crapiie 16
- IOYCYHAS - PU3HAKH Bo3pacty | OoneyTomsito | Jier)
HEJOCTaTo4 | HapyIICHUS (Kmacc IaMu (He
HocTh (CK® | cepaeunoro 2B) BIIUSIET HA
45-60) pUTMA CXKETHEBHY
(Kimacc 2B) | (Kimacc I) 10
AKTUBHOCTB)
(Knace 2B)
Hexknaccuu - MHKpOajb | - TUIIEPTPO - IIbB - HEBpOIIa - KK
eckas bO, Oymunypus | dus (Kmace THYeCKast CUMITOMBI
KCHIIHBI (Knmacc 2B) | muokapna 2B) 6onp (Knace | (Knmacc 2A,
-IPOTENH (MTC >12 -THA/ 2A) ecu
ypus (Kimace | Mm) 6e3 (Wi | MHCYIBT | - HEBpoma Pa3BUIIKCH B
2B) c (Kmacc THYECKasI BO3pacTe 10
- moyeyHas MUHUMAIBH 2A) 00I1b, TaxKe 16 met; Knacc
HEOCTATOY | BIMH - moteps | HpH 2B, ecin
HOoCTh (CK® | mposiBieHust | ciyxa c YCJIOBUU pa3BUWIKCH B
60-90) MHU) GUOpo3a | KOPPEKIH | TOITHOTO BO3pacTe
(Kmacc 2B) | (Kiacc 1) et o KOHTpOJIs ee | crapire 16
- MOYeYHas | - MPU3HAKH Bo3pacty | OoyeyToisifo | Jier)
HEJ0CTATO4 | HapyILIEHUs (Kmacc MU (He
HocTh (CK® | cepneunoro 2B) BIIMSICT Ha
45-60) puTMa €XeHEBHY
(Kmacc 2B) | (Kimacc 1) 10
AKTUBHOCTb)
(Kmacc 2B)
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IIpunoxenue I'4. Kpurepun ormenst ®3T

Kpurepun ormeHbl YpoBeHb
y0eauTeJbHOCTH U
AO0CTOBEPHOCTH
PEeKOMeH/IalUu
[Tponyck manuentom > 50% undy3uii 1
[TocTosiHHBIE KU3HEYTPOXKAIOIINE WM TSKENble CBS3aHHBIE C 1
uHpy3uel peakuuu, HE pearupyromue Ha MTpOoQUIAKTUKY,
HanpuMmep aHapuIakcus
JKenanue nauueHTa 1
TepmunanpHast cTaguss OOJE3HW TOYEK, 0€3 BO3MOXKHOCTH 2A
MEPECAKN IIOYKH, B COYETAHUU C TSKEIONM CEPACUYHOU
HegoctatouHoCThIO (IV kmacc mo NYHA)
TepmuHanbHass b® wnm uHBIE CONMYTCTBYIOIIME 3a00JEBaHUS 2B
MIPH 0KHMIaEMOI MPOJIOJKUTENILHOCTH KU3HU MeHee | roza
TsoKeINblii KOTHUTHBHBIN JAeQUIAT JTF000H ITHOIOTHH 2B
OtcyTcTBUE OTBETa B Te4eHHE | Tofa, €clu eJMHCTBEHHBIM 2B
nokazanueM k ®3T sBnsercs Heliponaruyeckas 00ib, NpU
YCIOBUU  MaKCUMalIbHOTO  oObeMa  MOJJEp)KUBAIOLIECH
Tepanun’
Kpurtepun nporuBonoka3anuii k Hayaaxy O3T YpoBeHnb
y0eauTeJIbHOCTH U
JAO0CTOBEPHOCTH
peKoMeHIaluun
Tsokemoe  3a0oneBaHmWe  cepAla C  PACIpPOCTPaAHCHHBIM 1
¢bubpo3oM, ecnu MopakeHHue cepua SBISETCS eIUHCTBEHHBIM
nokazanuem Kk O3T
TepMmuHanbpHas cTagusi OONE3HU TMOYEeK, 0e3 BO3MOXKHOCTH 2A
MEepEeCcaJKu TOYKH, B COYETAHHUU C TSKEION CEepACHHOMN
HegocratouHocThiO (IV kmace mo NYHA)
TepmunanbHass b® wnm uHBIE CONMYTCTBYIOIIME 3a00JEBaHUS 2B
TIPH 0KHMIaeMOM MPOIOIKUTEILHOCTH KU3HU MeHee | rosa
Tspxenplii KOTHUTUBHBIN J€DUINT JTI000H STHOJIOTHN 2B
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IIpunoxenue I'S. MoHuTOPHUpPOBaHNME NALMEHTOB ¢ 00/1e3HBI0 Padpu

Hccaenyemblii nokaszareib

HUcxonno
(1 10 HayasIa
D3T)

Ka:xxnblie
6 mMec

Ka:xxnble
12 mec

Ka:xnbie
36 mec

AHaMHe3, KTHHUYECKUH
craTyc

+

+**

Ouenka 6071 (BU3yaibHO-
AHAJIOTOBAsl IIKAJIa OIICHKU 00JIH)

+

Omnpenenenue akTUBHOCTH (epMeHTa
n IHK-auarnoctuka

+

MukpoabOyMUHypus/ TPOTEHHYPHS

Pacuetnas CK®

OKI’

+*

Oxokapauorpadus

+*

XOHTepOBCKOG MOHUTOPHUPOBAHHUC

+*

MP-tomorpadusi roTI0BHOTO MO3ra

+*

MPT cepana

DnexTpoHerpomuorpadpus

OCMOTp OKYJIMCTAa

+*

Aynuorpamma

+*

OO6muii u 6/xX aHaIU3 KPOBU

[+ |||+ |||+ ]+

[Ipumeuanue:
* yarre 10 MOKa3aHUAM

**_ KaXKIbII BU3UT
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Ipuioxenne I'6. 3a06op Gmomatepuasa il NPOBeIeHUs JUATHOCTHKHU

B IITHaXx Bblcy]_lleHHOﬁ KpoBu

KpoBp  cobupaercs  Ha

(Ne903),

CTaHJApTHYIO
KapTOUKY-(QHIBTP KOTOpas
IpUMEHSIeTCs Ul CKPUHUHIA HOBOPOXKIEHHBIX
B Poccuiickoit denepanuu WM aHAIOTMYHYIO
JUIsL TIOJYYEHMsI CyXOro mnsaTHa KpoBU. KpoBb
MOXeET ObITh, KaK KallWwUIsApHas (M3 majabla,
IATKH), TaK W BEHO3Has. BeHo3Has KpoBb
cobupaercs B POOHPKY, AKKypaTHO
NepEeMEIINBaAeTCA U 3aTeM OBICTPO C MOMOIIBIO
NUNETKH HAaHOCHUTCS Ha GuibTp mo 25-50 MK
KPOBH Ha KAXAYK BBIJCICHHYIO O0JIaCTb.
Heo6xo01uMo X0po1o NponuTaTh BbIICIEHHYIO
(puc. 1).

[IpenmoururensbHO cobupaTh 00pa3Ibl MOCHE

o0nacTb Ha ¢bubTpe
ensl uepe3 40 muHyT - 1 yac. Bo3aMOXHO Takxe
OCYIIECTBUTH 3a00p KPOBU M HATOIIIAK.

Ha kaprouke-puibTpe 00s3aTeIbHO JTOKHBI
ObITh 4eTko ykazanel ®UO, kem u oTKyna
HAmpaBlieH TAaIMeHT, JaTra pOXICHHUS W
TenedoH Jeyaniero Bpaya (pUCYHOK 2).

OG6pa3zerr cyxoro msiTHa KPOBH BKJIAILIBAETCS
B UYHCTHIM KOHBEPT, JIMOO B YUCTHIA (haili.
KapTouka-¢huiabTp He T0KHA COPUKACATHCS C
TPS3HOM MOBEPXHOCTHIO U € 00pasliaMu Ipyrux
Heob6xomaumo

IMalMCHTOB. MIPHUIIOKUTD K

obpasiam nH(pOPMUPOBAHHBIE corjacus
MarUeHTa Wik ero 3aKOHHBIX IMPEICTaBUTENeH

Ha NPOBCACHUC Ha60paT0pHBIX HCCIIeTOBaHUM

XXX N

He mesirmecs, afinscmy nnonurmend roman Ha wonmanesm, 60t AMEwAMe)
Kanam AonxHel NONHOCTEIO NPONUTATE KPYXKKM C 06paTHO CTOPOHBI
He kacaiiTeck 061acTy, NponUTaHHO KPOBLIO

Pucynok 1. OGpa3zer; npaBUILHOTO

HaHECEHUS KPOBU HA KapPTOUKY-(PHIBTP

4 N 7 N 7 S 4 N 7

f \ ! \ ! \ 7 v ! \\
\ ] \ ] \ I\ I \ I/
N\ 7 N N N\ 7 N\ 4

~
203 & 2023-10
XpaHuTs npu +2 - +25 C*

g - -

000002Q/W001

6 0010608

®HO Naymenra

JDara powaeHus [ara 83IATUA KPOBYW MNon
DUO Bpava

nny /ropoa / Aapec

E-mail spava
TenedoH spava

Tect
D@aﬁpu D Nomne Dl’ome D Mmnci DLvso-GL 1 D Lyso-GL-3

[] cemedtrbiit cpurmnr. MyTaupn:

Pucynox 2. O6pa3zen kapTouku-QpuiibTpa
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AJNropuTM IeiicTBU MeIUMIMHCKOT0 MEPCOHAJA NPHU B3ITUH 00pa310B KPOBH

®  BBIMBITH PYKH (TUTHEHUYECKHUI YPOBEHB), HAJIETh IEPUYATKHY;

e  BBIMBITH PYKHU NalMeHTa (MATKY peOeHKa, B CIIydae, eCIi KPOBb OEpeTcst U3 MATKN);

®  TpOTEepeTh 00JACTh MPOKAIBIBAHHS CTEPUIBHON canderkoi, cmoueHHOH 70% crmpToM,
MPOMOKHYTH CYXOH CTepWIbHOW CaleTKoi; - TPOKOJIOTh CTEPUIBHBIM OJHOPA30BBIM
CKapu(pUKaTOpOM;

®  CHATH [IEPBYIO KAIUIIO KPOBU CTEPUIIBHBIM CYXUM TaMIIOHOM;

®  MSTKO HaJIaBUTh JUIsl IOJIy4E€HHUSI BTOPOI KaIUIM KPOBHU;

® [PWIOKHUTH NEPIEHIUKYISIPHO TECT-ONAHK K Kaljle KPOBU M IPONUTATh €ro KPOBBIO
HAaCKBO3b;

e  AHAJIOTMYHBIM 00pa30M HAHECTH Ha TecT-OJaHK 6-8 Karmenb, BUJ MSATEH KPOBU JIOJDKECH
OBITH OJIMHAKOBBIM C 00EHUX CTOPOH.

®  BBICYIIUTh TECT-OJIAHK B TOPHU3OHTAJBHOM IIOJIOKEHMM Ha 4YHCTOM O0€3KUPEHHOMN
MOBEPXHOCTH HE MeHee 4 4 0Oe3 MpUMEHEHHUsS TEIIOBOM OOpaOOTKH M TMOMaJaHUs MPSMBIX
COJTHEYHBIX TTy4eil;

e  yrHakoBaTh TeCT-OJAHKKM B YHUCTHIH KOHBEPT TakUM 00pa3oM, YTOOBI MSITHA KPOBH HE

COIIPHUKACAIUCD.

Oco6enHocT Npu HH(PY3MOHHON Tepanuu

HekoTopsle naneHThl MOTYT MOTYy4aTh HH(Y3MOHHYIO TE€PaInIo, epeinBaHue KOMIOHEHTOB
KpPOBHM, YTO MOJKET OKa3aThb BIIMSHUE HAa pe3yabpTaThl TecToB. Hampumep, nmpu nepenuBaHuu
mjiasMbl KpOBHU MOT'YT OLITH MOJIYYCHBI JIOKHO-OTPULATCIIBHBIC PE3YJIbTAaThl, TaK KakK
OnpeaAcIsICMbIC @epMeHTBI HaxogdATCda B IUIaBME HW B KIJIIECTKax KpOBH. PGKOMGHI[yeTCﬂ
OCYyILIECTBUTh 3a00p kpoBH ans ¢pepmenTHOM u JIHK-nmarnoctuku He 9 panee uem uepes 6-7
JHEH Toclie MepeNnuBalys IU1a3Mbl KpoBH U yepe3 7-10 nHel mocie nepeamBaHusl KOMIIOHEHTOB
KpOBH

He nomyckaercs 3a60p kpoBu

e  cpa3sy [ocJie MpoBeIeHUs NalMeHTy HHPY3HOHHOM Tepanuy;

L4 Cpa3y IMOCJIC 3aMCHHOTI'0 NICPCIIMBAHUA KPOBH.

XpaHeHue U TPAHCIOPTUPOBKA GMoMaTepuaJia
OO0pa31bl BBICYIIEHHBIX MATEH KPOBH MOKHO XPAaHUTh B OOBIYHON KaMepe XOJIO0AUIbHHUKA MTPH

+40C no ornpaBku. Cpok XpaHEHHUsI JO MOMEHTa OTIPABKU HE JOJKEH MPEBBIIATH 7 JHEH.
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Ecnu xpanuTh fombiie U npu 0osiee BHICOKOW TeMIeparype, TO aKTUBHOCTh (hepMeHTa Jaxke B

HOPMEC MOKET CHUXATHCA, YTO IPUBCACT K JIOKHO-TIOJIOKUTCIIBHBIM PE3YyJIbTATaM.
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