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TepMuHBI U onipeseIeHus

@epMeHTHasT 3aMeCTUTeTbHAs] Tepamusl — JieueHue, 3aKIIovalonieecss BO BBEIEeHMM Ipernapara
(peKoMOGMHAHTHOTO (hepMeHTa) MalMeHTaM C HacJIeICTBeHHBIM HapyIleHueM MeTabonu3Ma.

JInsocoMHbIe 060jIe3HM HAKOIUIEHUSI — rpymnra HaClIeACTBEeHHbIX MOHOTE€HHBIX 336OJ'IQBHHI/II71,
CBSI3aHHBIX C HAPpYIIEHMEM d)yHKI_U/II/I JIN30COM



1. KpaTkas nadopmauus no 3a0oieBaHUIO UIA_
COCTOSIHUIO (TPYIIIIbI 3200/ IeBAHUI UJIV COCTOSIHUI)



1.1 OnpeneneHnue 3a00/1eBaHUS UIU COCTQSTHMS
(rpymnnsl 3a00/1I€eBaHNI UM COCTOSTHMIT)

Bone3up ®abpu (B®) wmnau 6Gomesub AuHpaepcoHa-®Pabpu — HacIeACTBEHHOe 3aboseBaHue,
OTHOCSIIIEeCsT K TPYIINe JIM30COMHbIX 6oesHelt Hakorienus (JIBH), 06yc/ioBeHHOe CHMKEHMEM
WM OTCYTCTBMEM aKTUBHOCTM ¢depMeHTa o-rajakrosumasbl A (ATAJD). Heduiur depmenrta
MPUBOAUT K HAKOIUIEHMIO MIMKOGOCHOMMIIMIOB B JM30COMax KIETOK Da3lIMYHBIX OPraHOB,
BKJIIOUAsl Cepplle, IIOYKYM, HEPBHYIO CUCTeMy WM ODHIOTeNMii COCygoB. 3aboieBaHMe HOCUT
MIPOTrPeCcCUpPYIOIINIT MYJIbTUCUCTEMHDBIM XapaKTep, XapaKTepu3yeTcsl CHVDKEHMEeM KauecTBa U
MIPOAOKUTENIBHOCTY KU3HU. Be3 COOTBeTCTBYIOLIEro JieYeHMsI CMepTe/IbHbIN MCXO0/, KaK IIpaBuilo,
HacTynmaetr Ha 4-5M [ecsaiTuineTum >KU3HU OT CepAeYyHO-COCYOUCTHIX, IepebpoBaCKYISPHBIX
OCJIO)KHEHMII MUY TTIOYeYHOM HeJloCTaTOuHOCTH [1,4].



1.2 3THosorys u naToreHes 3a00neBaHUS WIN _
COCTOSIHMSI (TPYIIIbI 3a00/I€eBaHUI UJIM COCTOSTHUIT)

[TpyunHOil Bo3HMKHOBeHUs1 B® sBnsiorcs myTauum reHa GLA, xopupyouiero ¢gepmeHT o-
ranakrosugasy A (GLA; EC 3.2.1.22, ATAJI). T'en GLA xapTMpOBaH Ha JJMHHOM IlJle4e XPOMOCOMBI
Xq22.1, umeeT pasmep OKOJIO 12 THICSAU ITap HYKJIEOTHULOB U COCTOUT U3 7 5K30HOB.

K Hacrosiemy BpeMeHM upeHTuduposano 6onee 600 BapuaHTOB B reHe GLA, B TOM umucie
okoo 500 MATOreHHBIX MyTaluif, M3MEHSIOUMX CBOJCTBA M cTabunbHOCTE ATAJI [1,4].
BONBIIMHCTBO MyTalMii SIBJSIIOTCSI YHUKAQJIbHBIMU IJISI KaXKO0i ceMbu. b® HawiepyeTcs mno X-
CLIeIUIEHHOMY TUITY.

IMepBUUYHBIM OMOXMMMUYECKUM AedeKkToM Ipu BD gBisieTcs HemocTaTOYHOCTh (pepmeHTa ATAJI,
KOTOPBIV OTIIEI/ISIeT TePMUHAIbHbBIN OCTATOK 0.-TaJIaKTO3bl OJIMTOCAXapUIHOIM eN HeTpalbHbIX
rmMKochMHrOMMIMIOB. HemocraToyHOCTh (pepmMeHTa MPUBOAUT K HAKOIUIEHWIO B JIM30COMAax
Pa3HBIX KIETOK (9H[O0TeNMalIbHble U TIaAKOMbIIIeUHble KIeTKU COCYNOB, STUTe/INaTbHble KIeTKU
OOJIBIIMHCTBA OPTaHOB, IIEHTPAJIbHOI HEPBHO CUCTEMBI, CEP/ILIA) ITIMKOCHUHTOIUITNIOB.



1.3 dnuaemuosiorys 3a00/1eBaHMSI VIV COCTOSIHUS
(rpymnmnsl 3a00/1I€eBaHNI UM COCTOSTHMIT)

B® otHocuTCS K penkuM 3aboneBaHusM. YacToTa 60/e3HM B PA3IMUHBIX CTPaHAX BapbUpyeT B
mupokux npegenax (ot 1 Ha 117 000 o 1 Ha 476 000 kMBbIX HOBOPOXAEHHBIX) [1]. YacTOTa HOBBIX
oryyaeB BO, olleHeHHass Ha BhIGOpKAX HOBOPOKIEHHBIX MaJbuMKOB, cocTtaBwia B Utamuu 1:3100
[2], a Ha TaiiBane 1:2400 [3]. BeposiTHO, UTO 0GoJiee PACIPOCTPAHEHHBIM SIBJISIETCS JIETKOE,
aTUIMYHOe TeyeHKe B ¢ npusHakamy MOpakeHMsI OLHOTO OpraHa.

[Tpu mpoBemeHMM CKPUHMHTA IPYIIT BHICOKOTO PMCKA Y MY>KUMH U JKEHIIMH ¢ pAaHHUM MHCYJIbTOM
nmonst BO cocraBuia 4,2% u 2,15%, COOTBETCTBEHHO, C TUITepTPOdMet TeBOTro KelyaouKa HesiCHOTO
npoucxoxxkgenus — 0,9-3,9% u 1,1-11,8%, ¢ TepMUHAIBHOI TOUEUHOI HEJOCTaTOUHOCThIO — 0,33%
1 0,10% [1,18,36].



1.4 Oco6eHHOCTU KOAUPOBaHNS 3a001eBaHMsI I

COCTOSIHMS (TPYINIIBL 3a00/1I€BaHMIL MM COCTOSTHUIT)

1o MexayHapOgHO cTaTuueckoi Kiaacuduranuu
0oJIe3HEeN U NMPOooJIeM, CBI3aHHbBIX CO 3T0POBbEM

E75.2 - Ipyrue chunrommnmpo3sl (6onesnb abpn)



1.5 Knaccuduxanysa 3a601eBaHNS MIU COCTOSTHMS
(rpymiisl 3a00/1eBaHM VI COCTOSTHMIN)

B® orHocutcst Kk JIBH, moarpymnme chuHronmnmumo3oB. C KIMHUIECKON TOYKM 3PEHUST BBIAESIOT
nBe ¢opmbl BO - kimaccuyeckyo (IeboT B J060M BO3pacTe, MyJIbTUCUCTEMHOE TTOpPakKeHMUe) U
HEK/IaCCUUeCKyl (IM034Hee Hauyajlo, M30JMPOBAHHOE IOPakeHMe OOHOM CUCTEMbl OpPraHOB:
TOJIOBHOTO MO3Ta, CepAlia Win 1novek) [1,4].



1.6 Knuauueckasi KapTuHa 3a00jIeBaHUA WIN _
COCTOSAHMA (IPYIIIBI 32a00/1eBaHV UJIV COCTOSIHUIN)

KnuHuueckue TposiBIeHUsT Tpu B® MoryT GbITh Upe3BbIUAHO Pa3sHOOGPAa3HBIMM KaK Y JIAII
MY’KCKOTO, TaK U >KEHCKOTrO ToJia JaXke Yy UJeHOB OLHOI ceMbU. BbIpa’keHHOCTbh KIMHUUECKUX
nposieiieHnyi b® B pasHom Bo3pacre npuseneHa B [Ipuioxennn I'1 [1,4].

BHerrHme 0co6eHHOCTU. [eMMU3UTOTHbIE MYKUYMHBI YacTO MMEIOT XapaKTepHbIVi BHEIIHUI BUI,
HArOMMHAIOLIVI 60MBHBIX C aKpOMeTasyell — BBICTYTMALIMe CYyIIpaopOoUTAIbHbIE AYTU U JIOOHbIE
6yTpPbI, BBICTYTIAIOIIAS] HYSKHSIST YEITIOCTD, YBEeTMUYEHHbIE TYObI, 3aTIaBIiiast IepeHoCHIIA.

KoskHble TIpOsSiBIeHMSI. AHTMOKepaTOMbl IIpeNCTaB/ieHbl YeTKO OrpaHMUYeHHbIMM MaIylaMu
KpaCcHOT0, TEMHO-KpPacHOTo, 60pI0BOro, JMIOBOTO WK CUMHEe-dyepHOoro 1Beta pasmepom 0,2 - 1,0
CM. 06pasyooumecs: U3 CKOTUIEHMI OTAEMbHBIX KPOBEHOCHBIX COCYIOB B BEPXHUX CIOSX AEPMbI U
yTOJIIeHMe 3MUAePMICca B BUIE MMOBEPXHOCTHOTO rurepkeparo3a. Ouaru Ha HavaabHOM CTaguu
IUIOCKMe, 6oJiee CBET/IOTO IBETa U Jierye MmoaamTcs okaTuio. C TeueHreM BpeMEeH) OHM TeMHEIOT,
CTAHOBSITCSI TBEP)KE U CJIETKA TIPUITOIHSTHI HaJl TTOBEPXHOCTHIO KOXKM. OOBIYHO OHM PACITOIOKEHDI
CMMMETPUYHO B TIaXOBOJ 00jacTv, Ha sgrommiiax, O6empax M B 006JacTM MyIKa, Ha JIaJOHSIX.
EqviHMYHbIE aHTMOKepaTOMbI MOTYT TMpPHOOGPeTaTh BUI €IVHUYHON aHT€OKepPaTOMbI, CapKOMBI
Karromm, MMYMOTE€HHOM rpaHyJIeMbl, MMUTMEHTUPOBAHHOTO 6a3aIbHO-KJIETOYHOTO "
TJIOCKOKJIETOUHOTO paka B HEKOTOPBIX CAydasx MeJaHOMY. AHTMOKepPaTOMbl MPOSBISIOTCS B
JIeTCTBe U MOCTENeHHO C ToAaMy YBeIMUYMBAIOTCS B KOJMUECTBe U B pasmepax. MOryT BO3SHUKHYTh
TaKKe aHTMOIKTA3UM B CIIM3UCTOM PTa M KOHbIOHKTYBE. I3BeCTHBI ciydyay B® 6e3 aHIMOKepaToM.

Iepudepnueckas HepBHas cucrema. B® oTHOCUTCS K OOMe3HEHHBIM IOIMHEBPOMATHUSIM. Y
nanueHToB ¢ B® B 60-80% cryyaeB HaOMIOmaeTCss XpOHUYECKAs] BbIpayKeHHAs, M3HYPSIOIAst
HeBpoMaTMyeckast 60/Ib B KOHEYHOCTSIX. [IJ1sT 9TOV 60 TUIIMYHBI TaKue 3Kaao0bl, Kak JINTeTbHAasT
Krydast 6Osb, CTpessIoniasl TMpoH3awouass 60ab, 60/b, MOMOOHAST JTEKTPUUECKOMY paspsify,
aKkporapecte3uu — CIIOHTAaHHble HeNpUSITHble HebGoJeBble OILYLIEHMUs 10 TUIY MOKJIbIBAHMUS
UTOJIKAMU, TIONI3aHMSI MypalleK B KUCTSIX M CTOMAaX, aJVIOAVHUS — O0Ib B OTBET Ha HeboyeBoit
CTUMYJI, TUTIEPIIATHST — ype3MepHast 6oseBast peakius Ha 60eBOM CTUMYJ, OHA MOXKET ObITh KaKk
MeXaHUYecKoli, TO ecTh 60JIb Ha TPUKOCHOBEHNE KMCTOUKOI, BATKO, TaK M TeMITepaTypHOIi - IIpK
TepMUYECKOM BO3[eVCTBMM, IIPU IIOBBILIEHMM TeMIlepaTypbl OKpyKalolel cpenbl. HekoTopbie
MalMeHTbl TAKsKe OTMEYaloT JIefeHsIIyIo 60/b B 06/1aCTH JIal0Hel Ha MOpO3e.

KpoMe moCcTOSTHHOI HeBpoTaTM4ecKoi 6071 1 akporapectesuit it B TUITMUHBI 60/IeBbie KPU3bI,
KOTOpbIE YaCTO BO3HMKAIOT MIPM [TepeMeHe TOTOfbl, TMXopaaKe, Gusnueckoii HarpysKe, cTpecce u
MocJIe MpyemMa ajKkorojisi. DTH SMKU30bl MOTYT BOSHUKHYTD Y JIUI] 060MX ITOJIOB ¥ HAYAThCS YKe C
nByx Jiet. Ilpu xpuse ®abpu 6Goab mpuobperaeT 6Gojee MYyUUTENbHBIN XapaKkTep, MOXKET
MPPaAUUPOBATh M3 IMUCTATbHBIX OTAEI0B KOHEYHOCTEN B IIPOKCUMA/IbHbBIE, IJINTCS OT HECKOIBKMUX
CeKYH[I 10 HECKOJIbKUX HeJleNb M He CHMMAeTCs] HAPKOTUYECKMMY aHa/IbreTUKRaMM [35].

TouHbIiI MeXaHM3M HeBpomaTuveckoit 6omu mpu B ocraeTcs [0 KOHIIA He W3YyYEHHBIM.
IpenmonaraeTcsi, UYTO 6OMb SBASIETCS PE3YIbTATOM CTPYKTYPHBIX MOBPEXKIEHMIT TOHKUX HEPBHbBIX
BOJIOKOH B pe3y/jbTaTe HAKOIUIEHUS INIOOOTPUAo3mIlepaMuia B aKCOHAX HEPBOB, TaHIVIMSAX
3aJHMX KOPEIIKOB ¥ B vasa nervorum (JIaT. COCyIbl HepBOB). DTO 6O0JIEBOiI BapuaHT
MTOJIMHEeBPOIIaTUM TOHKMX BOJIOKOH, Iepudepuueckass HeBporaTtuueckas: 60ib. Takke M3BECTHO O
Kanpidukanymu Tamamyca npu B (LeHTpasbHas HeBpomaTuMyeckass 60ab MPU MOBPEKIEHUN
Tajzamyca).

Hapymenmue mnortootmenenusi. V mauyeHTOB ¢ B® yacTo BCTpeyaeTcsl CHIDKEHME WM TIOHOe
OTCYTCTBME MOTOOTAENEeHNS. ITU U3MeHEeHMs CBsI3aHbl C HAKOIIEHVEM IJT060TpMao3uIepaMuia
B TIOTOBBIX JKeje3aX M B CTeHKaX KPOBOCHAOGXKAWIIMX MX COCYHOB, a TaKKe C TOpaskKeHUEM
BereTaTVBHBIX HEPBHBIX BOJOKOH (BEreTaTUBHBI BapMaHT MOJMHEBPONATUM TOHKMX BOJOKOH). B
penKux caydasx HabIomaeTcst TUITepruapo3s.

LlenTpanbHas HepBHAs cucTemMa. BO MOXKHO OTHeCTM K 60/Ie3HM MaJIbIX COCYIOB (MAJIbIX apTepuii
u aprepuosn). YV nauyeHToB ¢ B® BBICOK PUCK pa3BUTMSI TPAH3UTOPHBIX MUIEMMUUYECKUX aTaK U
UIIeMIYeCcKUX/TeMOpparnuyeckux MHCYJAbTOB yke B MOJOLOM Bo3pacTe. YacToTa MHCY/IbTa
coctaBiseT 6,9% y MyskuMH U 4,3% y skeHIIMH. Y O0MbIIMHCTBA O0MbHBIX MHCY/IBT Pa3BMBAETCs B
Bo3pacte oT 20 1o 50 jieT, B TOM uMciie y KaKIOTo IMSTOTO U3 3TUX GOTbHBIX - B Bo3pacTe 10 30 JieT.
TeMopparn4eckuii MHCYJIbT Y MY;KUMH BCTpPEUaeTCs vaille, YeM Yy JKeHIIUH. Y 2/3 60JIbHBIX MHCYIIbT
SIBJISIETCST CJIEICTBYEM aTUIIMYHOTO TeueHMs] GONe3HM C M3OIMPOBAHHBIM IOPaskeHMEM COCYLOB
rojoBHOTO Mo3ra. B 50% B® nmeGroTupyeT ¢ MO3TOBOTO MHCY/IbTa. Beimencrsue atoro BO ciemyer



MO/I03PeBaTh Y BCeX GOMBHBIX C PAHHMM Pa3BUTMEM MHCYIbTA JAXKe TIPU OTCYTCTBUYM OUEBUIHBIX
npuumH 1 (HakTopoB prucka. Kpome TOro, BCIeACTBME XPOHMUECKOI MIIEMMM TOJOBHOIO MO3Ta
MOSKET pa3BMBATbCS COCYAMCTAs JeMEHIVs, IJisi KOTOPOil XapaKTepHO CHVDKEHME IaMSATU U
noBesieHUecKue HapymeHus [1,4,7,35].

lMopaskeHue To4yeK. I[lepBble CUMITOMBI — MUKPOAJIBOYMUHYPUSI ¥ TPOTEMHYPUS uUallle
TOSIBJSIIOTCS B TIOAPOCTKOBOM M B3POCJIOM BO3pacTe, HO MOTYT IIOSIBUThCSI M Ha IIepPBOM
necsatwietun Xu3Hu. C BO3pacTOM IPOTEMHYPUS MOCTENEHHO HapacTaeT M MOXET OOCTUTaTh
HePOTUUECKOTO YPOBHSI, XOTSI pa3BepHYThIN HeDPOTUUECKIMIT CMHIPOM OOBIYHO HE Pa3BMUBAETCS.
Hepenko oTMeualoTcsi KaHa/lblleBble HapylleHUs. [IpoTeMHypusi He  COMPOBOXKAAETCS
M3MEHEeHMSIMY MOYEeBOTo ocajika. [To3lHee HAUMHAETCS MTOCTENIEHHOe CHIDKeHME QYHKINUY TTOYeK,
KOTOPOE TIPUBOAUT K Pa3BUTUIO0 TEPMUHAIBbHOM XPOHMUECKOI ITOYeUHOI HepocTaTouHoCTH (XITH).
[TowienHsIsE ocTaeTcsi OAHOM M3 OCHOBHBIX IMPUUYMH CMEPTU MalMeHTOB ¢ bd, X0TS 3amMmecTUTe/NbHAs
IoYevHast Teparnus Wiy TPaHCIIaHTaLMs TI0UeK MO3BOJISIOT IPOIJINTh KU3Hb TAKMM GOIbHBIM. Y
MalMeHTOoB C HeKkaccuueckoii b BO3MOXKXHO M30/1MPOBaHHOE TTOpaXkeHMe TToUeK. B Takux ciyvasx
IIMarHO3 MOKeT ObITh YCTAaHOBJIEH Ha OCHOBAHMM MCCIeS0BaHMs ITIOUeYHoro 6uomnrara [1,4].

[Mopaxenne cepaua. [lopaskeHne cepiia OTHOCSAT K YMCTY paClIpOCTPaHEHHBIX ¥ TPOTHOCTUYECKN
He6IaronpusiTHbIX MpostBieHnii BO. imeHHO 3a60eBaHMs cepAlla CTOSIT Ha ITePBOM MeCTe Cpeau
MIPUYMH CMepPTH Yy MaIueHToB ¢ BO (34% cpeny My>kumH 1 57% cpeny sKeHIIMH). XapaKTepHbIM
MIPU3HAaKOM TIOpakeHusT cepama npu B sBiasercss rumeprpodust neBoro kemymodka, KOTOpas
MOXeT ObIThb BbIsiBIeHAa ¢ momombilo JKI, sxokapamorpadmuM M MarHUTHO-PE30HAHCHOM
Tomorpabuun.

VTonmeHne CTEHOK CepAlja Heab3sl OOBSICHUTH TOJNBKO OTIOKEHVMEM IMIMKOCHUHTOIUIINIOB B
MMOIIMTAX M TIPOBOASIIEN TKaHM, TaK KaK MX JOSI COCTaBJsIeT MeHee 3% OT 0O6Ieil Macchl
muokapzaa. CooTBETCTBEHHO, 60Jiee BaKHOE 3HAUeHMe MMEIOT TUITepTPpodust MUOLUTOB U (Hubpos.
T'neptpodust u Gubpo3 MMoKapma YacTO COMPOBOKAAIOTCS OMACTOMMYECKOi AuchyHKImen
JIEBOTO  Kenymouka. s OLeHKM  GyHKUIMUU cepAla  IPUMEHSIIOT  TKaHEeBYIO
nonmuiepaxokapamuorpaduio (monrmuiep-dxoKI'), pesynbTaTbhl KOTOPO MOLYT MMeETb BaskHOe
3HaueHMe B IOUATHOCTVKE GeCCMMIITOMHOTO TMOpaskeHMs cephua. HapyiueHus OuacTonmyeckoi
GYHKIIMM MOTYT TNPUBECTM K Pa3sBUTUIO CEPIOEUYHOI HeJOCTAaTOUYHOCTU. IIpM3HAKM 3aCTOMHOM
CepIevyHoli HemgOCTaTOUHOCTM BBISBISIOTCI y 11% MykumH u 6% >XeHMH ¢ b®. Yacro
Pa3BMBAIOTCS TIPeCcePOHBIE Y SKeTyJOIKOBbIE apUTMMUM Y HAPYIIEeHUST TPOBOAVMOCTH. VHbapKT
MMOKapga ObUT [MarHOCTMPOBAaH TOJMBKO Y 2% TMalMeHTOB. TeM He MeHee, CTE€HOKapAMS
Habmonanach y 13-20% nauyeHToB ¢ BO 1 yaiie Ipy HATMYUM TUIIEPTPOGUY JIeBOTO SKeITyLouKa.
Vi3MeHeHMs KIamaHOB cepAia nmpu B® BCTpevyaroTcs 4acTo, HO OObIUHO He MMEIOT KIMHUYECKOTO
3HaueHNsl. BO3MOKHO MOHOCMMIITOMHOe TedyeH)e 3a601eBaHMSI C IOpaskeHMeM TOJIBKO CepAla
(mexnaccuyeckasi b®) [1,4,13].

IMopaxkenue numdaTdeckoin cucrembl. PasButue numdenemMbl CBSI3aHO C HaAKOIJIEHUEM
IJTMKOJIUITAIOB B CTEHKaxX JuMdaTnueckux cocymoB. Y 60mbHBIX BO numdbenema MposiBisieTcs B
MOPOCTKOBOM MJIM B3POCIOM BO3pacTe M TPU OTCYTCTBMM HEOOXOOMMOTO JIeUeHMs MOXKET
MPUBOJIUTH K BBIPAXKEHHBIM TPODUUECKUMM M3MEHEHUSIM C U3BSI3BJAEHMSIMU KOXKHOTO IMOKpPOBA
HIDKHUX KOHEUHOCTEN 1 OCJIOKHSITHCST POSKMCTBIM BOCIIaJIeHMEM U CeTICYCOM.

OdranpMoniornyeckue HapyueHus. TUITMIHBIM CUMIITOMOM B® SBJIsSIeTCSI TOMYTHEHME POTOBULIBI
B Bupge 3aBUTKOB (70-90% 6onbHBIX) [1,14,15]. Pegko BCTpevaroTcsl 3afHsS CyOKarcCyasipHast
KaTapakTa U MopaskeHye COCYLOB CeTUaTKM.

VI3MeHeHMs CO CTOPOHbBI OPraHOB CIyXa M BeCTUOY/ISIPHOTO ammapara. Y maiyeHToB ¢ B® Moxer
OTMeuaThbCsl CHIsKeHYe CITyXa, IIyM B YIIIax, TOIOBOKPY>KEHME.

Oco6eHHOCTM KIMHMYEeCKOi KapTuHbl BO y neteii. [lepBble KIMHMYECKe TIPosiBieHMs BO y nereit
yamle BCEro BO3HMKAKOT B TIOAPOCTKOBOM ¥ IOHOIIECKOM BO3pacTe, XOTS MHOTHA IPU3HAKU
3a601eBaHMsI MOTYT Ie6I0TUPOBATh U B 2-4 Tona [1,4,5]. CHavasa CMMIITOMBI 3a60/IeBaHNST UMEIOT
HecrenuGUUecKuin xapakTep, YTO 3HAUUTENbHO 3aTPYAHSIET UM 3aMeJIsIeT TOCTAaHOBKY IMarHo3a.
DTO MOXKET 6bITh 60T, [UCKOMMOPT B KMBOTE, HEODOPMIIEHHBI CTYI, CYXOCTh KOKHbIX TOKPOBOB,
TI0Xasi IePEeHOCUMOCTb Kapbl, MHOTIA TIPUBOLSIIAS K PA3BUTHUIO TUTIOTUMUUECKUX, OOMOPOUHBIX
COCTOSIHMIA, SMM30AMYecKre 6OaM B CTOMAaxX WMAM KUCTSX. Ecim 6oau B pykax [e6GIOTUPYIOT B
BO3pacTe MeHee 3 JieT, TO BepuuIMpoBaTh UX ObIBAET KpaiiHe CJI0KHO, T.K. BHEIITHe 31130, 601
BBIIVIAIAT KaK MCTEPUKa, MICUXOMOTOPHOE BO36yKaeHMe. KOCBEHHBIM MPU3HAKOM SIBJISIETCS TO,
yTO peGeHOK YyCITOKauBaeTCs B IPOXJIamHOI Bome (6acceifH), MCIBITHIBAET OOjeryeHue, Korma
JIOSKUTCSI HA XOJIONHYI0 TIOBEPXHOCTb (Hampumep, KadenbHbIi 1Mom). B manbpHeliiem >kamo0bl Ha
60J11 B KOHEUHOCTSIX CTAHOBSITCSI 60JIee YaCTbIMMU U ITOCTETIEHHO MPUOBPEeTAIOT TUITMYHBIE 15T BD
TIPOSIBIIEHMSI.



TacTposHTEpONOTMYECKME TMPOSIBeHNST GONe3HU MOTYT ObITh OJHMM M3 IEPBbIX CUMIITOMOB
3a60/1eBaHMS B IETCKOM ¥ IOHOIIIECKOM BO3pacTe ¥ BO3HMKATh HA MEPBOM JOECATUIETUN KU3HMU,
OITHAKO, B CMJTy CBOEI MasIoi CrienuGUUHOCTH SBISIOTCS KOCBEHHbIMM Mapkepam B® B coueTanumn
C apyrumyu 6osiee TUNMMYHBIMM CUMIITOMaMu. Hanbosee yacTo HaG/IIOAAIOTCS CXBATKOOOpasHbIe
60/ B JKMBOTE, B3AYTHE KMBOTA, HEYCTONYMBBINA CTY/, TOIIHOTA, PBOTA CHIDKEHME ammeTuTa U
nedunT Beca.

Crienuduyeckoe «MyTOBUATOE» TOMYTHEHME POTOBMIIBI (TaK HasbIBaeMasl «BOPOHKOOOpa3Has»
KepaTomnaTust Wi cornea verticillata) — yacTbIif CMMIITOM B IETCKO¥ ¥ MOAPOCTKOBOI TOITYISIIIAN
nanyeHToB ¢ b®. Ero MOKHO OGHapyskuTh B Bo3pacTe 4-5 jeT. Takas creuuGuUUIHOCTb AenaeT
BO3MOXXHBIM TMPeANoNoKUTh Hannune B® Ha paHHelt ctaguu. Takue M3MeHeHUsI, Kak TIOMyTHeHIe
XpYCTaaMKa B BUAE paguanabHOI 3amHell CyOKarCyIsIpHON KaTapakThl - «KaTapakTbl ®abpu» u
IBYCTOPOHHEN IepefHell KaIlCyAsSIpHOM M TOAKAIICYJISIPHOM KaTapaKTbl PeKO BCTPEYalTCs Y
TeTeii U SIBJISIIOTCST TATOTHOMOHWYHBIMM CMMITTOMAaMM Y B3POC/IbIX 60TbHBIX.

TuUnmnuHbIe KOXKHbIE MPOsSIBIeHUsT BO - aHIMOKepaTOMbI, TaKsKe MOTYT HAGIIOATHCS Y TAIMEHTOB
yKe B JeTCKOM Bo3pacTe. [IepBbie 3JIeMEHTbI YaCTO TOSIBJISIIOTCSI B MTOJPOCTKOBOM BO3pacTe, Kak
MpaBWIo, ObIBAIOT €IMHUYHBIMM M MOTYT MMEThb HETUIIMUHYIO JIOKaaM3aiuio (YIIu, rpygHas
KJIeTKA), Ha CJIM3UCTBIX MOJIOCTY PTa, IOITOMY UX OOHApY>KeHMe YacTO BeChbMa 3aTPYIHUTENIbHO U
BO3MOYKHO TIOCJIe TIIATETbHOTO OCMOTPA.

IMopaskeHMe MOYeK TakKe YyacTo JebITHUPyeT B IeTCKOM Bo3pacTe (B 3-5 j1eT), 0fHaK0, KTMHUYECKU
OHO HMKaK He TMPOSIBSIeTCS. BBISBUTH €ro BO3MOXKHO TOJIBKO Ja6OPaTOPHBIMM METOLaMU
(cyTouHast aKcKpenusi Gesnka/ambOymMmuHa ¢ MOUOif). [TepBbIM MPU3HAKOM IUCHYHKIUYU TIOYEK,
YacTO MMeIOIeM MeCTO y [eTeil M MOAPOCTKOB, cTpajaromux Bd, sBasercs snm3omndeckast
MUKPOIIPOTEUHYPUSI ¥ MUKPOATbOYMUHYPHUS (9KCKpeLus anboymMiuHa ¢ Mouoit ot 30 o 300 mr/24
y). B nmanbHejiieM anbOyMMHYpMSI CTAHOBUTCSI TIOCTOSIHHON, ee ypOBeHb yBeamuuBaercs. Kak
npaBuiao, 6Gosee TsDKeNoe TIOpaskeHMe IOUeK [Jisl JeTeit M TIOAPOCTKOB He XapaKTepHo, a
KJIMHUYEeCKMe MPU3HAKU MOSIBJISIIOTCS] HA TPETheM JeCSITUIIeTUY KU3HNA.

CUMIITOMBI TIOPaKeHUsI CepIeuyHO-COCYOUCTON cucreMbl Ipu bBd B IOAPOCTKOBOM BO3pacTe
BecbMa CJIOKHBI [ OMATrHOCTVMKYM. Tak y IOIPOCTKOB ObIBAIOT IepUOAMYeCcKMe TOAbEMBI MUIIN
TafieHys] apTepuaabHOTO JaBIeHMs], WIM, KaK MPaBWIo, 6@CCUMIITOMHbBIE BapMaHThl apUTMUINA,
3aperucTpypoBaHHble Ha 37eKTpokapauorpamme. OpHako, yeTko IuddepeHIMpoBaTh paHHMeE
niposiByieHNst BO OT BO3pacTHBIX BereTaTUBHBIX HAPYIIeHN 1 B O0MbIIMHCTBE CTy4aeB HEBO3MOXKHO.

Opyrumu KpaiiHe peIKMMM HEBPOJOTMUYECKMMU TIpOsIBIeHus MM BD y neteii, SIBISIOTCS
1epe6pOBaCKY/ISIDHbIE HAPYLIEHMsI, COMPOBOXKIAOIIMECS TOBBIIIEHHBIM PUCKOM WHCYJIbTA.
HmeroTcsa JMTepaTypHble JaHHbIe O IMallMMeHTaX, MMEeIIIMX Ipexoadiie HapylieHus MO3IroBoro
KpoBooGpaimieHus ¢ 12 et [5].

HapyuieHust ciyxa OTHOCATCS K TUIIMYHBIM IposiBieHusIM B®. K Gonee paHHMM CUMIITOMAaM,
BO3HMKAIOIIVIM B IETCKOM ¥ TIOJPOCTKOBOM BO3pacTe, OTHOCSITCSI ITyM (3BOH) B yIIax (OJHO- VA
TIBYXCTOPOHHMIT) ¥ TOJIOBOKPYKeHME K KOTOPBIM C BO3PACTOM ITPUCOEIMHSIETCS HeiipoceHCOpHast

TYTOyXOCThb

K menee creuuduuHbiM CUMIOTOMaM 3a60/€BaHMsI, PEOKO BCTPEUAIONIMMCS Yy JeTeit U
MOZIPOCTKOB, TAKKe OTHOCSITCSI OCOOEHHOCTY BHEIIHOCTY (M3MEHEeHMs II0 TUIy aKpOMeranin),
HapylIeHus] [ObIXaHMsI, aHeMMs, CKeJeTHble aHOMaiuu (medopmanysi OUCTaTbHBIX OTHOEIOB
Mesk(haTaHTOBbIX CYCTaBOB IMajIbIeB PYK C HAPYIIEHMEM MX TIOABVKHOCTM, YTOMIIEHME KOHI[EBbIX
(aymaHr masnbleB MO TUITY «6apaGaHHBIX I1aJIOYEK»), OCTEOIEHMs, OCTEONOpPO3, TPEIIVHBbI U
SPUTEMAaTO3Hble W3MEHEHMsI TPUOOBMIHBIX COCOYKOB HA [TOP3aJbHOM ITOBEPXHOCTM SI3bIKA;
[JIOCCUT, TPaHy/IeMaTO3HbI XeMIUT, TUTIOTUPEO3, 3a/IepyKKa ITOJIOBOTO Pa3BUTHS, IPUATIU3M, U JP.



2. IarHOCTUKA 3a00/IeBAHUS WIU COCTOSIHUS
TPYIIIIbI 3a00/IeBAHUNM UJIU COCTOSIHUI)
MeOUIMHCKYE TTOKa3aHUs ¥ IIPOTUBOIIOKa3aHUsI K
MMPUMEHEHMIO METOIOB IMarHOCTUKU

Iunarno3 b® ycraHaBaMBaeTCss Ha OCHOBAHMM COBOKYITHOCTM aHAMHECTUYECKUX U KIMHUYECKUX
IaHHBIX, PE3YJbTAaTOB JIAG0PATOPHOTO MCCAeNOBaHMs (6MOXMMMUECKOTO U  MOJIEKYISIPHO-
TeHeTUYeCKUX UCCIed0BaHMIA).

3arnomo3puth B mpoile Mpy HaIMUYMM KIACCHUECKOTO BapMaHTa — CUCTEMHOTrO 3ab0yieBaHMS C
TopaxkeHMeM I10YeK, CepAla, KXy, HEPBHOM CUCTEMbI, JKeTyIOYHO-KUIIeYHOTO TpaKTa, opraHa
3penust. OqHaKo, MopaskeHye cepala Ui MoYeK MOKeT ObITh eIMHCTBEHHBIM MposiBieHeM BD. V
TaKMX TIALMEHTOB OTCYTCTBYIOT KaKue-inbo CUMITOMBbI 3aboysieBaHMsI B JIETCKOM BO3pacTe.
JlyiarHOCTMpPOBAaTh aTUIIMUYHbIE BapyuaHTbl BD MOXHO TONBKO IIyTeM CKPMHMHTIA TPYIIl PUCKA.
Ipeanonarate B® ciemyer y BceX MAIMEHTOB C TurepTpodueil MuoKapaa JIEBOTO KENTyIOUYKa
HEeSICHOTO MPOMCXOKAEHMS ¥ MHCYJIbTOM, Pa3BUBIIMMCSI B MOJIOOM Bo3pacTe (mo 40 jeT).

Jupdeperyuanvhan duazHocmuxa aHzuoxepamom. BbIsIBIeHME aHTMOKEPATOM SIBJSIETCSI BAKHBIM
IVMAarHOCTUUECKUM «KJIrouom» Iipu b®. Bo BpeMsi KpM30B, COMPOBOXIAIIIMXCS JUXOPAAKON U
60JIIMM, AHTMOKEepaTOMbI MOTYT ObITh TIPUHSTHI 3a IETeXUAJbHYIO Cbillb, YTO MPUBOOUT K
YCTaHOBJIEHUIO OIIMOOYHOIO JMarHo3a MeHMHruTa. JuddepeHnyanbHbIil AMArHO3 CIeIyeT TakxKe
MPOBOINUTL C HACJIENCTBEHHOIN remMopparMyeckoil TejnaHrmskrasueii Penmio-Ocnepa-Bebepa, c
aHrmokepatomoii ®oppaiica, aHrMokepatoMoii MwubeiM M OrpaHMYEHHOi HeBUPOPMHOI
aQHTMOKepaTOMOVi TYJIOBUILA.

AHTMOKEPAaTOMBI TaKsKe BCTPEUAIOTCS U MPU APYTUX JTU30COMHBIX 60JI€3HSIX HAKOTIIeHWSI: 60Ie3HM
[IInuanepa, Gyko3umose, raHIIMO3UI03€e, aCapTaTIIIOKO3aMUHYPUM U CUATTUI03€.

Bonesoli cuxdpom. BoneBoit cunHgpom 1ipu B® wyacto compoBoxkmaeTcs cy6debpuabHOI
JMXOopagKoil u nmopsimieHHOV CO3, YTO YacTO MPUBOAUT K YCTAHOBJIEHUIO «JIOXKHBIX» NVArHO30B:
PeBMAaTOMIHOTO apTPUTA, PEBMATUYECKOW JIMXOPaIKU, apTPUTOB, SPUTPOMENITUU, CUHIPOMA
Peiino.

Toueunas namonoeusa. TIpy M30MUPOBAHHOM TIOPAKEHMM ITOUE€K MOYEBOI CUHAPOM MOXKET
OIMOOYHO WMHTEPIPETUPOBATHCSI KaK XPOHWYECKMII JIATEHTHBI IVIOMepyIoHeDpUT WIn
MHTEePCTULIMATbHbIN HeDpUT.

Cepaequ-cocyaucmaﬂ cucmema. CUMIITOMBI CXOOHBI C Kapﬂmomeranneﬁ nin apI/ITMI/Ief/'I HEesICHOTO
reHesa.

Oql)ma./'leOﬂOZLlHECKl/le HapyuieHus. C MOMOIIbI0 IIe/IeBOI JIaMIIbl BbISIB/ISIIOT IIOMYTHEHIE
porosuiibl B Bae 3aBUTKOB.

}KEJI)/()OHHO-KMWGHHHMV mpaxkm. )Keny,uquo-KmuequIe CYMMIITOMBI IIpU B® umeror cxoAcCTBO C
CMHAPOMOM pa3)1pa>1<éHHoro KNIIIeYHMKa, 6071e3HBI0 KpOHa.

Iuddepenunanbabiii auarHo3 BO npencrasieH B [Ipunoskenum ['2.



2.1 J)Kano06b1 M1 aHaMHe3

CriekTp BO3MOKHBIX Xaj06 y MarnmeHToB ¢ BO MoxkeT ObITh BeCbMa IIMPOKUM ¥ 3aBUCUT OT
dopmbl 3a6oneBaHMs (KIacCUMYECKOM WIM HeKIacCM4ecKoit), TMoia TaiyeHTa (y >KeHIIVH
3aboseBaHNe O6BIYHO TMpOTeKaeT B Gojiee JIeTKoi 1 cTepToii ¢hopme), Bo3pacTa MaHudbecTalun
60JIe3HU ¥ MHAVBUIAYATIbHBIX 0COOEHHOCTEN TeueHus 3a60/1eBaHMs.

JKay106b1 ¥ aHAaMHECTUYEeCKIe COObITHS:

® OTATOLIEHHBIN ceMeliHbI/i aHamMHe3 (60U B KOHEUHOCTSIX, paHHME WHCYIbThI, MHOAPKTHI,
XpOHUYecKas oyeuyHass HenocTaTouHOCTh (XIIH) B cembe);

® YTOMJISIEMOCTD;

e ferpeccus;

® QHTrMOKepaTOMa <«HIDKe TIosica»: Ha SITOOMIAX, MOSICHMUIe, IOJOBBIX OpraHaX, Ha HUKHUX
KOHEYHOCTSIX;

® CHMXKEHMe CJ1yxa, LIyM B ylIax;

® TOJIOBOKPYKEHMUS;

e O6OMIM B KUCTAX U CTOMAX (MYYMTETbHOE UYyBCTBO TMOKAJBIBAHMS WJIM TION3aHMSI Mypaliek B
KOHEYHOCTSIX, GOJIbIIIEe B KUCTSIX M CTOMAX (aKpoIapacTesui);

¢ TIOBBINIEHNE YYBCTBUTETHHOCTH C JIOKA/IM3allMeit B 06JaCTy CTOII M KUCTEl;

e 60K B CycTaBax KOHEYHOCTel, 6ejpax U TONIeHsIX;

e GosieBble KPU3BI (ITO XapaKTepHOe OTINYMe OT IPYTUX OOJNIEeBBIX TOIMHEBPOINATHUIA TOHKUX
BOJIOKOH B 0OIb3y b®);

e GO/IN B KUBOTE;

e JIMXOpazKa HesCHOIO reHesa;

e TII0Xas IePeHOCHMOCTh XO0JIOA U SKaphl;

® TUIIO- WINM QHTUIPO3;

® XpOHMYECKas nuapes;

e TlepeHeCeHHbII MHCY/IbT/MHCYIbTHI;

e MpU3HaKM T[OpaXkeHus T[o4veK (MMPOTEeMHYpPHUS, I[IOBbILIEHKE CBhIBOPOTOYHOIO YPOBHS
KpeaTuHNHA);

* TpU3HAKK MOPAKEHME CePIeUHO-COCYANUCTON cucTeMbl (6ou B cepplie, epebou, M3MeHeHUsT
Ha OKTI);

® KaTapakTa;

® [IOMyTHEHME POrOBULIbI.

JKanobvl u anamHe3 maxxce onucaHo! 8 pas@eﬂe «KJIUHUYEeCKast KapmuHa».



2.2 dusukajbHOe 00cjIeqoBaHue

BuipaxenHocms KAuHU4eCKux nposieneHuti b® 6 pasHom 603pacme Moxem eapvuposams, npu
QU3UKAILHOM 0CMOmMpe MO2ym nposiensimucs ciedyrujue npusHaku bd:

® 2py0ble uepmol AUYA;

® aHeuoKkepamoma (BHYmMpeHHSIL NnoeepxHOCMb Oedep, KUCMU, HUBOM, CAUBUCMBIE POMOBOL
nonocmu);

* NpU3HAaKu yseauueHus cepoya;

* npusHaku nepugepuieckozo 0071€8020 CUHOPOMA 8 PamKax OUCMANBLHOLU NOAUHeBPONAMuU ¢
NpeuMyujecmeeHHbIM NOPaXceHUeM MOHKUX 80710KOH

* NPU3HAKU NepeHeceHH020 UHCYbMa (Nape3vl, HapyuleHus peyll).

TTodpo6HO daHHble u3uKanbHo20 00¢/1e008AHUSI ONUCAHbI 8 Pa30esie «KAUHUUECKAas KapmuHa».



2.3 JIabopaTOpHbIE€ AMATHOCTUYECKIE
UCC/IeaOBaHUS

e PekomMeHIOBaHO oOrpefeneHre akTUBHOCTM ATAJI B mSITHaX KpOBM, BBICYLIEHHBIX Ha
unbTpoBasbHOI Gymare wiu B JIEMKOIMTAX KPOBU BCEM TAlMEHTAM MYKCKOTO ToJia (B TOM
4uclie M Ha NOKJIMHUYECKON cTafium) IJis TOATBeP KA eHNs fuardosa [16, 26, 28, 29, 37].

VpoBeHb y6eIUTEbHOCTY PEKOMEHAIY — A (YPOBEHb JOCTOBEPHOCTY HOKa3aTEeNbCTB 3).

KommeHTapum: YV  myxwuuH CcHuxeHHas axkmueHocme AIAJI  sensemcs  0ocmamouHo
uHpopmamusHsim npusHakom BD. O0Hako y mpemu xeHwuH ¢ BO akmusHocms 3mozo (epmeHma
Moxcem Ovime 6 Hopme [17], noamomy npu npogedeHuu pepmeHmH020 mecma HeHWUHAM MO0 HYHHO
yuumoteamo. IIpasuna 3a6opa 6uomamepuana 07k NpogedeHus: UCCIed08aAHULI 8 NSIMHAX BbICYUIEHHOL
Kposu npusedeHst 8 ITpunoxceHuu I'6.

e PeKOMEHZOBAaHO IIpOBelleHMe MOJEKYISIPHO-TeHeTMYeCKOr0 MCC/IeOBaHMST IS BCex
MaleHTOB CO CHMKEHHOI aKTUBHOCTbIO (GepmeHTa ATAJI M [JIs1 JIUI, KEHCKOTO II0Ja Tpu
KIMHUNYECKOM TIOomOo3peHuyu Ha B u mpu Haamumy poACTBEHHMKOB ¢ B® B pomocioBHOIL:
BbISIBJIeHMe MyTauuii B reHe GLA, kopgupywomieM ATAJI s TOATBEpPXKIOeHUS AMarHo3a Ha
MOJIEKY/ISIPHO-TEHETUYECKOM YPOBHE Y MY)KUMH CO CHVDKEHHOJ aKTMBHOCTBIO (pepMeHTa U JIJIsT
SKEHIIVMH C KIVMHUYECKUMM Mpu3Hakamy B® miay poiacTBEHHMKOB MPoOaHIa M0 MaTepUMHCKOIA
nuHuM [1, 17, 26, 28, 29].

VpoBeHb yOeauTeIbHOCTY peKOMEeHIal — B (YpOBEHb JOCTOBEPHOCTH J0KA3aTeIbCTB 3).

KommeHTapum: [Ipu nosiyueHuu nOa0XUMeNbHO20 UIU COMHUMENIbHO20 pe3ylbmama (epmMeHmHozo
mecma y My#uuH U y ¥eHuuH npoeooumcs nodmeepioaoujuli MoneKkyasapHo-2eHemu4eckuli aHanus
2eHa GLA. Illupokoe pachpocmpaHeHue anjeseti ncesdodeuuyuma (Hanpumep, p.D313Y), npusodauux
K CHUMceHHOU akmugHocmu AIAJI 8 cyxomM nsmHe Kposu U, UH020a NOHUMEHHOL, — 8 Jlielikoyumax u
niasme Kposu, obycnasauedaem 0053amesnpHoe BKJIOUEHUE MOJEKYIIPHO-2eHEMUUecK020 aHAaIu3d 8
nabopamopHyo ouazHocmuky b®.

BoisisneHue cemetiHoti mymayuu zeHa GLA Odenaem 603MOxHbIM 00cnedosaHue pooCm8eHHUKOS8
npobamoa, evlsieeHue 2emepo3uzomHslx HocumenvHuy B®D, a makie nposedeHue npeHamansbHol u
npeuMniaHmayuoHHoli duazHocmuku. BoavwuHcmeo mymayuti y nayueHmos ¢ B®@ mozym Oblmb
8bI51671€HbL C NOMOWbI0 CEKBEHUPOBAHUSL 8CEX IK30HOB U NPUIK3OHHBLX YUACIMKO8 UHMPOHO08 no CaHzepy,
HO 6 HeOOIbUIOM NPOYeHme CIyudaes Mymayuro ¢ NpUMeHeHUemM CmaHoapmHolx mMemoooe 00HaApyHumo
He ydaemcsi.

e PekoMeHIOBaHO BCeM TMalieHTaM C KJIMHMYECKOi KapTuHoii bB®d- omnpeneneHue
KOHIIeHTpaluu raoborpuaosuiachunrosnua (Lyso-GB3) B MsATHaxX BBICYIIEHHON KPOBU WK
I1a3mMe KpOBM JI7Is1 GMOXMMMYECKOTO TTOATBepskaeHus fuartosa [10, 30, 38].

VpoBeHb yOeIUTEIbHOCTY PEKOMEHIAIY — B (YpOBeHb 1I0CTOBEPHOCTM I0KA3aTeNbCTB 3).

e PekoMeHIOBaHO OIpefeseHNe KOHIeHTpauuu Lyso-GB3 B msiTHax BBICYIIEHHOV KPOBU VI
IJIa3Me KpPOBM BCeM IalyieHTaM C YCTaHOBJIEHHBIM JMarHo3oM b® nepen HavyajioMm Tepanuu u
Ha ¢oHe depMmeHTHOIt 3amecTuTenpHOi Tepanuu (P3T) s GMOXUMMUUYECKOTO KOHTPOJIS
neuenus [10, 30, 31, 38].

VpoBeHb yOeIUTEIbHOCTY PEKOMEHAIY — B (YpOBEHb IOCTOBEPHOCTM I0KA3aTENbCTB 3).

KommenTapum: KonnuecTBeHHOe onpedeseHue 3moz0 OuomMapkepa no38oasem 8bulae/iamb He
MONBKO MYHCUUH, HO U HeeHWuH ¢ 5D, umo nosie3Ho Ak ymouHeHus: KAUHUUECK020 Cmamyca HeHujuH -
2emepo3uzom, a maxxie 0N paspewleHus MmpyoHslx OudzHOCMuuecKux cayuaes. Bmopoe eaxcHoe
npumeHerue Lyso-GB3 — 3mo MOHUMopuHz cocmosiHus U 3ppekmusHocmu mepanuu nayueHmos ¢ b@.
Iokaszaxo, umo npu adexkeamuotii @3T Konuuecmeo cybcmpama 8 niasme Kposu YMeHbULAemcsl.
TMosmomy uenecoobpasHo cdenams KoauuecmeeHHoe onpedenerue Lyso-GB3 uacmeio MOHUMOpuUHea
coCMosiHUSL nayueHmos ¢ b®, kak Haxo0awuxcs Ha namozeHemuueckoli mepanuu, mak u xugywux 06e3
@3T. O0Hako, credyem yuumoleams, umo daxce y nayuenmos, noayuaiowux 3T ypoeeHb, 3mozo
Memabonuma npakmuuyecku Huxoz0a He docmuedaem HOPMAnbHbIX 3HaueHull. I[Ipasuna 3abopa
Ouomamepuana 075 npogedeHUss UCCNe008AHULI 6 NSAMHAX BbICYWEHHOU Kposu npueedeHsl 8
Ipunoxenuu I'6.

e He PEeKOMeHayeTCs ITpoBeaeHne 6GMOIICHUY U TIATOJIOTO-aHATOMMUUYECKOTO MCCIelOBaHMS TKaHel
IIOUYKM M cepaua AJisd IIalMMeHTOB C KIMHUYEeCKMM II0OJO3peHMeM Ha bO mis IIOATBEPKIOeHNUA



nuarHosa [13, 26, 29].
VpoBeHb yoenuTeabHOCTY pekomMmeHganm — C (YypoBeHb JOCTOBEPHOCTH TIOKA3aTeNIbCTB 5).

KommenTtapum: Hecmomps Ha mo, umo daHHosle Memodsl UCCIe008aHUSL M0O2ym GblMb UCNONb308AHbI
ons  ouggepenyuanvHoli  duazHocmuku B®, npednoumeHue OONHKHO 0MOABAMBCA  MeHee
UHMEPBEHUUOHHBIM Memodam UCCIed08aHus, mMakum Kak epmenmuas oduazHoCmuka uiu
MOJIEKYJISIPHO-2eHemuueckoe 00cne008aHue

¢ PeKOMEHIOBAaHO IIpOBefieHMe J1abopaTOPHBIX MCCAENOBAHMIA COIVIACHO KIMHUUYECKUM
pekoMeHZanyMsIM o BefeHMo nauyeHToB ¢ XITH npu Hannmuum y nanuenTta ¢ b® npusHakos
TopakeHMsI ITOYEK C 1e/IbI0 OLIeHKM COCTOSIHMS I04YeK He pexxe 1 pasa B 6 Mecs1es [26, 28, 29].

VpoBeHb yoenuTeabHOCTH pekoMeHaanyy — C (YypoBeHb JOCTOBEPHOCTY AOKA3aTeIbCTB 5).

o PeKOMEHJOBAaHO IIpOBefieHMe JIabopaTOPHBIX MCCAENOBAHMIA COIJIACHO KIMHUYECKUM
peKoMeHIALMsIM 110 BeJeHNIO MalMeHTOB rumneprpoduueckoii kKapauomuonartuei (KP283) mpu
HaiMumy y nauyeHTa ¢ b® npusHakoB opaykeHMs cepreyHoli Mblmisl [13, 26,28,29].

VpoBeHb yoenuTeabHOCTH pekoMeHanyy — C (YypoBeHb JOCTOBEPHOCTY AOKA3aTETbCTB 4).

¢ PeKOMEHZOBAaHO BHE 3aBMCUMMOCTY OT KJIMHMYECKUX TIPOSBIEHUI PeryjispHoe omnpereneHue
KoyMuecTBa 6enka M aabOyMyHaA B CYTOUHOM Moue (MMUKDPOATbOYMMUHYpUM/ TIPOTEUHYPUN), A
TaKke TMPOBeJeHMEe OILEHKM YPOBHSI PACUETHON CKOPOCTM KiIy6oukoBoii Guuibrparyun (CKD)
MCXOJHO U Jlajiee He pexke 1 pasa B 6 MecsilieB BCeM Mal[lieHTaM C YCTAaHOBJ€HHBIM IMarHo30M
B® 1 6eccMMIITOMHBIM Mal[MieHTaM, BbISIBJIEHHBIM IIPY CEMEHOM CKPUHMHTIE [IJIS1 BbISIBJIEHUST
raTosIoruu rnoyvek [26,28,29, 39].

VpoBeHb yoeaUTeNbHOCTM peKoMeHAaluy — B (ypoBeHb JOCTOBEPHOCTU LOKA3aTeTbCTB 2)



2.4 MHCTpYMEHTa/IbHbIE OVarHOCTUYeCKue
UCCIeJ0BaHUS

¢ PeKOMEHIOBAHO /i1 BBIIBIEHUS] TIOpaskeHMs 0Oeoro BellecTBa TOJIOBHOTO MO3Ta,
MIIeMUYECKMX 04aroB y nauyueHToB ¢ B® nposoguts MPT ronoBHOro Mmosra npy ycTaHOBJIEHUMU
IMarHo3a U He pexke 1 pasa B rof, B ¢Jiyyae, ecyiv M3MeHeHMs OblIM BbISIBJIEHBI 10 Havama O3T
iy 1 pa3 B 36 MecsileB, eci MU3MeHEHMSI OV BbISIBJIEHBI ITocae Havana @3T [26-29, 40].

VpoBeHb y6eauTeIbHOCTI PEKOMEHAAIMY — B (YPOBEHb JOCTOBEPHOCTH JOKA3aTEIbCTB 3).

KommenTapuii: IIpu MPT 20106H020 M032a y NAYUEHMO8 M02ym OOHAPYHUBAMbCS ULeMUUEeCKUL]
UHCY/IbM, MUKPOKPOBOU3NUSHUS U BHYMPUMO3208ble 2eMamoMbl, U3MeHeHUs: 0enoeo eewjecmeda
(netikoapeo3) u cepozo eeujecmea (Kaavyugukauusi 3adHezo manamycd), A makxice cocyoucmole
Mansopmayuu, npeumywecmeeHHo npedcmasneHHvle O0OAUXOIKMAZUAMU 8epmebpobasuispHoll
apmepuu. dmu U3MEHeHUs He SIBSMCA B8blCOKOCUeyupuuHbsiMu onst B®, mozym ecmpeuamscs y
nayueHmos ¢ dpyzoti namonozueli.

e PekomeHAOBaHO maiueHTaM ¢ b® KoHcynabTalus Bpaua-Kapauosaora He pexke 1 pasa B 6
MecsIIeB M KapAuoioruMueckoe o6ciaemoBaHue, BKIIOUamollee sxokapauorpaduio (pu
IepBUMYHOM 0OCIenoBaHuM U Janee He pexe 1 pasa B 12 mecsiues), 12-kaHanbHyo KT (ipu
MepBMYHOM OOC/IIeIOBaHUM UM [ajee He pexke 1 pasa B 12 Mecdles), XOJTEPOBCKOE
MOHMTOpPUpPOBaHMe (IIpy IIePBUYHOM 00CIeNOBaHUM U Jajiee He pexke 1 pasa B 12 MecsiieB) ajs
CBOEBPEMEHHOTO BBISIBIEHUSI V/MUIY MOHUTOPMHIA KapAMOIOTMYecKUx usMmeHeHuit [9, 11, 26
-29].

VpoBeHb yoenuTeabHOCTH pekoMeHpanyy — C (YypoBeHb JOCTOBEPHOCTY JOKA3aTeIbCTB 5).

KommeHTapum: XapakmepHsiM NPU3HAKOM hopayceHus cepouya npu B® saensemcs zunepmpodus
7188020 Jcenyoouka, Komopdas Mmoxem Obimb 6viasneHa ¢ nomowwio IKI, axoxkapouozpaduu u
MAZHUMHO-PE30HAHCHOLl momozpaguu. [Ina oyeHKu @QyHKyuu cepoya npuMmeHsiom mKAHEesyH
donnziepaxoxkapduozpaguto (donnnep-IxoKT), pe3yivmamsl KOMoOpPoLi MozZym umems 8axHoe 3HaueHue
8 duazHocmuxe 6ecCUMNMOMHO20 NOpaXceHus cepoud.

¢ PekoMeHJOBaHO TalyeHTaM ¢ BO B Kapaymonornueckoe obcaeoBaHme Takke BKiaodyaTh MPT
cepana (Mpu TEpBUYHOM o6cCaemoBaHMM U pdajee He pexe 1 paza B 12 MecsieB) st
CBOEBPEMEHHOI'O BbISIBJIEHUS V/WIM MOHMTOPMHTA KapAMOJIOrMYeCKUx mameHeHuii [9, 11, 26
-29,41].

VpoBeHb yoenUTeTbHOCTY PeKOMeHIayy — A (YpOBEHb JOCTOBEPHOCTY AOKA3aTeNbCTB 1).

¢ PexkomeHOBaHO BceM ManyeHTaM ¢ BO ocMOTp BpauoM-0dTanmbMoOIOrOM (MIPU IMEPBUUYHOM
obciemoBaHMM U Jajee He pexke 1 pasa B 3 roja), BKIIOUAIOIIWIT MCCIeNOBaHMe TIePeIHEro
CerMeHTa IJIa3a MeTOJOM OOKOBOTO OCBellleHMs, orpemeneHyue nedheKTOB TOBEPXHOCTU
POTOBUIIBI ¥ 00C/IeOBaHMe TJIa3HOTO AHA (0(TaTbMOCKOIMN) C 1[€/IbI0 BbISIBIEHNUST IOMYTHEHUS
POTOBMIIBI U APYTO¥i MIa3HOM matonoruu [1, 15, 26-29, 42].

VpoBeHb yOeIUTeIbHOCTY PEKOMEHIAIY — B (YpOBeHb IOCTOBEPHOCTH TOKA3aTeNbCTB 3).

KommenTtapuu: C nomMouwpio ujesedoli 1amnsl 8vis16510m NOMymHeHUe pozosuysl 8 sude 3a8UMmKos.
Cxo0Hble usMeHeHUs: po2osuYbl HaOIAAmes npu ynompejieHuu 1eKapcme u3 2pynnst XJ10poxXuHos8
unu amuodapora. Ipu o6cnedogaHuu 2a1a3Ho20 OHa 3auacmyio Haonwdaemcst 3a0Hsist CyOKancyaspHas
Kamapakma u nopaxceHue cocy0os cemuamxu, 4mo Moxem npusecmu K msiienoti nomepe 3peHus.

e PekomeHOBaHO MaiyeHTaM ¢ B® B BospacTe cTapiie 5 JiIeT TOHaJbHAs ayJMOMETPUS
obcemoBaHye MpY MePBUYHOM OCMOTpe U [ajee He pexke 1 pasa B 3 rofa C LieJbl0 paHHEro
BBISIBJIEHNMS HAapyLIeHui cryxa [26-29].

VpoBeHb y6eauTenbHOCTH pekoMeHaainu — C (YypOBeHb IOCTOBEPHOCTH JOKa3aTelbCTB 5).



2.5 HbIe apyarHocTuyeckue ucciegoBaHus

e PekomeHJOBaHAa KOHCY/IbTAIMs Bpada-lieguaTpa [eTsSM C YCTaHOBJIEHHBIM OuarHo3om Bd
etV OHY He MPOBOAMIOCH B MPEAIIECTBYIONME 6 MecCsIeB ST OLIeHKM OOIIEro COCTOSTHMS
3I0POBbS U ONIpene/leHNs TAKTUKY ajabHeliiei Tepanuu [26-29].

VpoBeHb yoenuTeabHOCTH pekoMeHpanyy — C (YypoBeHb JOCTOBEPHOCTY JOKA3aTeIbCTB 5).

e PekoMeHAOBaHa KOHCY/AbTallMsl Bpauva-TepameBTa JIsI TalyeHTa crapuie 18 jer ¢
YCTaHOBJIEHHBIM AMAarHo3om b® eciu oHU He TTPOBOAMIIOCH B MIPEIECTBYIOLIME 6 MeCsILeB s
OLIeHKM 00I1Iero COCTOSIHMS 3I0POBbSI U OTpe/iesieHNs] TAKTUKM JaabHeliiei Tepanumn|[26-29].

VpoBeHb yoenuTeabHOCTH pekoMeHpanyy — C (YypoBeHb JOCTOBEPHOCTY JOKA3aTeIbCTB 5).



3. Jleuenune, BK/Ir04asi MeJUMKaAaMEHTO3HYIO U
HeMeIMKaMEeHTO3HYIO Tepaluu, IMeTOTePaInio,
00e3001MBaHMe, MeJUIVMHCKYEe ITIOKa3aHus U
IIPOTUBOIIOKAa3aHMs K IPUMMEHEHNIO METOJ0B
JIedeHus

Iy maToreHeTHYecKoro jeueHuss b® paspaboraHa ¢epMeHTHasl 3aMeCTUTeIbHas Tepanusi, HO
BCEM TalMeHTaM OJHOBPEMEHHO IPOBOAUTCSI CUMIITOMATMUYeCKOe JieyeHMe OCHOBHBIX
OCJIOKHEHM1 3a601eBaHMS.

3.1 IlaToreHerTmuyeckoe jJeueHue

¢ PekomeHZoBaHO MpoBefeHrne ®3T BceM MalyeHTaM MYKCKOIO Iojia IMocjie BepuduKaumum
nuarHosa JabopatopHbiMu Metomamu. @3T CrIOCOOGCTBYET CHIDKEHMIO MAacChl Cepala u
yMeHbIIeHNI0 HakorieHnsT Gb3 B IOYKax, TOTJa Kak BIMSHME Ha MTOpakeHye HePBHOI CUCTEeMbI
YCTaHOBJIEHO B MeHblIeli cTernieHu [44, 46, 48].

VpoBeHb yoenUTeTbHOCTY PeKOMeHIay — A (YpOBEHb JOCTOBEPHOCTY AOKA3aTeNbCTB 1).

KommenTtapumu. Kpumepuu HasHaueHuss ®P3T npusedeHvl 8 npunoxweHuu I'3. B Poccutickoli
Q@edepayuu 3apezucmpuposaro 2 npenapama onsa ®@3T B® — azancudaza anspa™* u azancudaza
bGema™* Azancudasa anvpa** u azancudasa Gema™* 6bL1U 3ape2UcMpupo8amsl 8 Mupe Ha 0CHOBAHUU
pe3ynbmamos  paHooMu3uUpo8aHHbIX, Naaye60-KOHMpPOAUPYEMbIX — UCCIe008aHUL, 8  KOMOPbIX
3amecmumensHas mepanusi YMeHsUAIA 8bIPANEHHOCb He8PONamuyeckoli 60/1u, 8bl3618a1d pezpecc
2unepmpoguu negozo xenydouka u cmabuaudayuilo @QyHKyuu nouek, 3adepicusand paseumue
noueyHoli u cepoeuHo-cocyoucmoti HedoCmMamouHOCMU No CpasHeHui ¢ naauye6o. I1o OaHHbIM
cucmemamu3uposaHHozo 063opa aumepamypsl, 3phGeKmueHoCmy 3amecmumenvHoll mepanuu
usyuanace no KpaiiHeli mepe 8 48 NPOCNEKMUBHbIX UCCIE008AHUAX (KOHMPOAUPYEMBIX UIU
HabodamesnvHoIx). B 22 u3 Hux npumeHsiu azaicudasy anspa** e 22 — aeancudasy 6ema™* a 6 4
uccnedoganusix Ovinu 0600ujeHbl pe3yibmamsl npumeHeHus oboux npenapamos [19-22]. B yenom
pesynvmamol 3mux uccnedosaruii nodmeepounu 6nazonpusimuotii a¢ppexm 3T Ha pyHKyuio cepdya u
nouek, Heaponamuueckyio 006 U Kauecmeo HU3HU NayueHmos, yayuuieHue cayxa u 8ecmulyasipHoll

QyHKyuU.

B nacmosuwee epems ucciedo8aHuti, 6 Komopsix 6 xode NpIMbIX CpagsHeHuti Obuiu Obl NOJyueHbl
yGedumesnsHosle 00KA3amMenbCmMea npeumyuiecmada (Ui 0mcymcmeus makosslx) NpuMeHeHus 00H020 U3
pepmenmos, Hem [50]. Azancuda3y anvpa™* egodsm eHympueeHHo 6 dose 0,2 me/kz 00uH pa3 e dse
Hedenu, azancudazy 6ema** — eHympueeHHo 6 0o3e 1,0 mz/kz 00uH pa3 6 dse Hedenu. IToOpo6HO
npuzomosJieHue pacmeopos onsl 88edeHUs] ONUCAHO 8 UHCMPYKyuu K npenapamam. ITepesie séedenust
npenapamos Oo/ycHel Gbime clenansl 6 ycnosusx cmayuoxapa. Oba npenapama He codepycam
KOHCep8aHmos u nodexcam HemedleHHOMY 86e0eHUI0 NOCle NPU20MOBeHUs. pacmeopa 0711 UHGY3ul.

B cnyuae HenepeHocumocmu (pa3gumul Cepbe3HblX HeXCeamenbHblX NOOOUHBIX PeaKyull), 803MONeH
nepexod ¢ 00H020 npenapama Ha opyzoti. PeuieHue 0 3ameHe JIeKapcmeeHHo2o cpedcmaa npuHUMaemcs
KOHCUIUYMOM Cheyuanucmos, a nayueHm uau e20 3aKOHHwle npedcmasumenu OONXCHbL OblMb
NPOUHGOPMUPOBAHDL 0 NPUULIHE 3aMeHbl Npenapama u dansHetiuieti Maxkmuxe 6e0eHus.

Bgedenue ®@3T nposodumcst pezy/sipHO hpu HAIUYUU NOKA3AHUL; 8 Cydude OCNONHEHHO020 MmeueHusl
00Ne3HU - 8 YCN0BUSX KPY2JIOCYMOUHO20 CMAYUOHAPA, 8 CmabuibHOM COCMOSHUU — 8 CMAyuoHape
OHesH020 npebvleaHus unu amoéynamopHo 1 pa3 e 2 Hedenu. Cnedyem o0pawjams SHUMAHUE HA
cobniodeHue uHmMepsanos Mexcdy uH@ysusmu u HedONyCMUMOCMb Nepepsleo8 8 mepanuu, m.K.
HapyuleHue pexcuma JiedeHus conpogoioaemcs NOMeHYualbHblM PUCKom YxyouleHus cOCMOosiHUsl
nayueHma u npoepeccuposavusi cumnmomos B®d. Bce nayuenmst ¢ BD domxwHsl npoxodumo
KOHMPONbHblE 00C/1008AHUSL (MOHUMOPUHZ) C UeNblo OYeHKU I GeKmusHocmu aeueHus.

ToGounsie apppexmot. Ileperocumocms 3T 00biuHO XOpowias. OCHOBHBIMU HeXCeAameabHbIMU
appexmamu mozym Owbimb peakyuu Ha es8edeHue npenapama (03HOO, JUXopadka, mMouwiHomad,
maxuxapousl, 3y0, muaneus, 60U 8 KOHEUHOCMSX, 20/108HAsL 60JIb, 60b 8 2pydu), 8 OCHOBHOM JiezKue
WU YMEPEHHO 8blpaXeHHble.

B cnyuae pazsumus msienvlx peakyuti nosvluleHHOl uy8cmeumeibHoCmu unu aHapuiakmuueckux
peakyuii HeoOXo0UMO HemedNeHHO Npexpamumes UH@y3ur u Hauames mepanuio ¢ cobaodeHuem
CO8PEMEHHBIX CMAHAAPMO8 0KA3AHUS. HEOMJIOMCHOU MeOUYUHCKOL NOMOWU.



¢ PeROMEHJOBAHO Y JIUI] MY)KCKOTO TT071a ¢ Kyaccuueckoit popmoit BO® ®@3T HaunHATH C MOMEHTA
ycTaHOBJIeHMSI AuarHosa [26,45, 46, 48].

VpoBeHb yoenUTeNbHOCTM peKOMeHIayy — A (YpPOBEHb TOCTOBEPHOCTY JOKA3aTENLCTB 3).

e PexoMmeHOBaHO XeHIIMHaM ¢ b® HaumHaTh ®3T npu HaMMUMM CAEOYIOUMUX KIMHUYECKUX
MpOSIBIIEHU#  3aboleBaHus,  CHIWKAIOMMX  KAyecTBO  SKM3HU  W/WIM,  TIPU3HAKU
TIPOTPECCUPYIONIETO MOPaKeHMsT OPTraHOB-MMIeHel: Kpusbl ®abpyu W/Mau pe3uCTeHTHasT K
CTaHAAPTHO Tepamnuu pelyaUBUPYIONIas MM XpPOHMUeCcKast HeBpomaTuueckast 60/b B KUCTSIX U
cronax WM\WIM TePCUCTUPYIONIAS TIPOTEUMHYPUS M\MJIM CHVDKEHME CKOPOCTU KITyOOUKOBOI
unprpanym <80 mu/MuH/1,73 M2 M\WIM TOpaskeHMe ceppalla M\MIM HapylIeHUs] MO3IOBOIO
KPOBOOOpaLIeHusT M\IMIU UIIeMUUecKre M3MeHeH)s] TOJIOBHOTO MO3Ta, BbISIBJIeHHbIe Tpyu MPT
[47,48].

VpoBeHb yoenUTeTbHOCTM PeKOMeHIay — A (YpOBEHb JOCTOBEPHOCTY AOKA3aTETbCTB 3).

¢ He pexomeHaoBaHoO mamyeHTam ¢ BO® nposenenne ®@3T B cieqyromx cydasx: 6epeMeHHOCThb
¥ TIePYOZ, KOPMJIEHNS TPY/IbI0; TIPUCYTCTBUE APYTOTO OMAaCHOTrO /IS KU3HM 3a00/1€BaHMs, IPU
KOTOPOM TIPOTHO3 BPSA /M GymeT yiaydineH ¢ romoinpio ®@3T; y KOTOPBIX MMEIOTCSI OU€Hb
cepbe3Hble OCJIOKHEeHMSI (HallpMMeD, TSDKeIbl MHCY/IbT, peaHMMalIOHHBIE MaleHThl)[48].

VpoBeHb yoenuTeabHOCTY pekoMeHanyy — C (YypoBeHb JOCTOBEPHOCTY AOKA3aTeIbCTB 5).

KommenTtapun. Kpumepuu ommerst @3T npusedeHsl 8 npunoxeHue I'4. Ikcnepmel cuumarom, umo
0MMeHAMb JieueHue y NayueHmos ¢ msenoll noueutoii Hedocmamounocmoio (CK® <45 ma/mun/1,73
M2 ¢ koppekyueli no eospacmy (> 40 nem: —1 ma/mun/1,73 m2/200)) He cnedyem. AHANO2UYHO, He
cledyem omMeHSMb JieueHue y nayueHmos Ha oduanuse, Oaxce eciu OHU He nooxodsm Onst
MPAaHcNAaGHmMayuu NouKu, Uy nayueHmos co CHuxeHueM KOZHUMUBHbIX (PYHKYuULl 11060t Imuoiozuu.
Hauano u npodonxcerue ®@3T y maxux nayueHmos 00JHHO PACCMAMPUBAmMuscsi 8 UHOUBUIYASIbHOM
nopsoxe.

3.2 CuMnTromMmaTuueckas Tepanus

[To cumnTtomaTnueckori Tepanuu b® HeT paHAOMMU3MPOBAHHBIX KOHTPOIMPYEMbIX UCCIeL0BaHMIA.
B nybnmukanusax ITIpuBeIeHbl PEKOMEHAALMYM, KOTOPbIe OTPAKAIOT JKCIIEPTHOE MHEHMe
CTIEeIMa/IVICTOB M3 Pa3HbIX CTPAH U OTIBIT JIEUeHMS pa3HbIX KOTOPT IMAI[M€HTOB B Pa3HbIX KIMHMKAX.
IMprMeHeHMe OONBIIMHCTBA IIPENapaToB sl Tepanuy HeBPOIaTUUYeCKOil 6omu mis Jerteit u
B3DOC/IBIX, TPOBOOUTCSI «BHE WMHCTPYKLMM», TO3TOMY He IpeAcTaBieHbl B BUIe Te3uca-
pekomengauuu. OmHaKo, TpermapaTbhl MOTYT ObITh Ha3HAUeHbl IMAIlMEeHTaM TI0 peIleHnIo
Bpaue6HO! Komuccum [35, 51]. YV TalMeHTOB C XPOHMUYECKOH HeBpOMATMYecKoil 60mbi0 U
aKkporapecTe3usMu CJIeAyeT 10 BO3MOKHOCTM YCTPAHUTD (HaKTOPbI, TPOBOIMPYIOIIME TIOSBIEHME
6onmu, Hampumep, Oonblve GuU3MYeckye HArpy3KM, SMOLMOHAIbHBIA CTpecc, M3MeHeHMe
TeMIepaTyphl.

e PekomeHpayeTcss mnauyeHtraM ¢ Bb® u ¢ gucnerncueli HasHauyeHMe TIperapaToB TIPYTIIIbI
6710KaTOPOB Hy-IMCTaMIHOBBIX PEleNITOPOB UV MHTMOUTOPOB IIPOTOHOBOTO Hacoca [26-29].

VpoBeHb yoenuTeabHOCTH pekoMeHanyy — C (YypOBeHb JOCTOBEPHOCTY AOKA3aTETbCTB 5).

e PekomeHpyeTcs y alyeHTOB ¢ b 1151 yMeHblIeHUSI IPOTEVMHYPUN U JledeHNsT apTepuaIbHOMN
TUIIEPTOHUY TIPUMEHSITb MHTMOUTOPBI AII® M 6JI0KATOpPhI PELeNnTOpPOB aHruMoreHsuHa II,
obmagaomymMu HedpoIIpOTEKTUBHBIMY CBOMCTBaMM [26-29].

VpoBeHb yoenuTenbHOCTH pekoMeHanyy — C (YypOBEHb JOCTOBEPHOCTY AOKA3aTETbCTB 5).

e Pekomenayerca Yy TMalueHToB ¢ B® 1pu GuOpWIIALMM TIpefcepauii MPOBOAUTH
AHTUKOATYISHTHYIO Tepario BO1AAO3 Bapdapuuom™** [26-29].

VpoBeHb ybeauTenbHOCTH pekoMeHaalnu — C (YypOBeHb IOCTOBEPHOCTM JOKa3aTelbCTB 5).

3.3 Xupyprudeckoe jeuyeHye

e PexkoMeHayeTCs B CIyyae pa3sBUTHUSI TEPMUHAIbHOI ITOYEUHON HeJOCTATOYHOCTU Y MTallMeHTOB
¢ B® neueHue reMoManM3oM U/ WK TPAHCIUIAHTALIVIO TIOYKM [26-29, 52].

VYpoBeHb yoenuTenbHOCT pekomeHaanum — C (YpoBeHb JOCTOBEPHOCTH JOKa3aTeIbCTB 4).



KomMeHTapumu: TpaHCIUIaHTalMsl TMOYeK ImaimueHTam ¢ b® mnpu pasBuUTUM TepMMUHAIbHON
TOYEeYHOl HeAOCTATOYHOCTU TTPOBOJUTCS B COOTBETCTBUM C METOAMUYECKMMM PEeKOMEeHIALVSIMU
«TpancmnanTauus nouku» ID: MP34 (http://cr.rosminzdrav.ru/).

¢ PekoMeHOyeTcsl mMauyueHTaM ¢ B® ¢ aTpuo-BeHTPUKYISIPHON O6J0KamOii VMMIUIAHTAIMS
BOAUTENS DPUTMA, & IMPpU HAIMUMM YTPOXKAKOIIMX >KM3HM apUTMUII — KapauoBepTepa-
nedubpwiasiTopa B COOTBETCTBUM C PA3pabOTAHHBIMU KAMHUYECKMMM PEeKOMEHIalVsIMU JJIst
JIedeHVs JAHHO rmatonorun [53].

VpoBeHb yoenuTerbHOCTH pekoMmeHgauuy — C (YpOBeHb JOCTOBEPHOCTY JOKA3aTeIbCTB 4).

e PekomeHayeTcsl 110 JKelaHMIO IauMeHTa ¢ bB® yrnajneHue aHrmokepaToM C IIOMOLIbIO
aproHOBOTO yasepa [54].

VpoBeHb yoeauTeIbHOCTU peKoMeHIauy — C (YpOBeHb JOCTOBEPHOCTH JIOKa3aTeIbCTB 4).



4. MeguiiMHCKasA peadmInTanus, MeauIMHCKIE
IIOKa3aHM ¥ IPOTUBOIIOKA3aHMS K IIPVMEHEeHMIO
METOI0B peadcwInTannumn

e PekomeHAyeTCs /ISl TIALMEHTOB C BA ¢ BbIPaKeHHBIM OOJIEBBIM CMHIPOMOM ¥ CKJIOHHOCTU K
TICUX03MOLMOHAIbHBIM PAacCTPONCTBA OKa3aHMe PerysspHON IICUXOoNIornueckoi nomouu 1,27,
55].

VpoBeHb yOeaUTeTbHOCTY PeKOMeHanuy — B (YpoBeHb JOCTOBEPHOCTH JOKAa3aTelIbCTB 3).



5. IIpodmnakTuKa ¥ AucCIIaHCEpPHOe HaOIIoaeHne,
MeIVIIMHCKYE TIOKa3aHUs ¥ IPOTUBOIMOKA3aHUS K
MIPUMMEHEeHWUIO METO0B NPOoGMIaKTUKM

THayuenmst ¢ B® Hy#Oaomcs 8 NOCMOSIHHOM KOHMPOJle COCMOSIHUSL PA3IUYHbIX CUCMeEM 0P2aHO8 U
HabodeHuu spaueli pasusl cheyuansHocmeli. IIpumepHoili naax o6cnedosarus nayuenmos ¢ B
npusedex 8 IIpunoxceHuu I'5, HO 8 CpoKU U 00BEM UCCNe008AHULl Jeyaujum 8pavyom mozym Ovlims
8HeceHbl KOPPeKMuUebl € yuermom ocobeHHocmell meueHust 3a60ie8aHus y KOHKPEIMHozo nayueHma.

e PekomeHpyeTcsl IOC/Ie YCTAHOBJIEHWSI AMArHo3a ManueHty ¢ BO mau ero oduimasbHbIM
TIpEeICTaBUTENSIM, KOHCYJIbTAIMS Bpaua-reHeTMKa C IIeJIbI0 pacueTa reHeTMYecKoro pucka B

CeMbe, aHa/In3a pO,IlOCJ'IOBHOf;I n O6Cy’)KLLEHI/I5{ BO3MOYKHOCTe npeHaTaanoﬁ[ ANArHOCTUKU [28,
56].

VpoBeHb yoenuTeabHOCTH pekoMeHpanyy — C (YypoBeHb JOCTOBEPHOCTY JOKA3aTeIbCTB 4).

KommeHTapum: [eM3UroTHble MYXKUMHBI UMEIOT MHCTBEHHYI0 MYTaHTHYI0 X-XpOMOCOMY, UTO
ompefenseT Kiaccuueckuit GeHoturn 6Gonesun. OHM TepesalT MYTAHTHYI0O XPOMOCOMY TOJIbKO
CBOMM JlouepsiM, HO He ChIHOBbSIM. TakuMM 00pasoM mouepu OOMbHbIX B® OTIIOB MMEIOT OHY
HOpPMaJbHYI0 ¥ OJHY MYTaHTHYI0 XPOMOCOMY, T.e. SIBJISIIOTCS TeTepo3uroramu. B omiumuuu OT
Ipyrux X-CleTIEHHbIX 3a60eBaHMii ObUIO MMOKA3aHO, YTO Y YACTU TeTePO3UTOTHBIX SKEHIIVHBI C
myTaiyei reHa GLA pa3BMBaIOTCS TSDKeIbIe MPOosiBiieHMst B®, Tpe6yrolye MeaUIMHCKO ITOMOIIN
M BMeIllaTeNbCTBA. MexaHu3M, MocpeCTBOM KOTOPOTO Yy TreTepPO3UTOTHBIX KEeHIMH Pa3BUBAIOTCS
SKM3HEYTPOsKaIoIIyie CUMIITOMBI, He 0 KOHIA M3BecTeH. Y GOMbIIMHCTBA U3 HUX MMEeTCs IOUTH
HOPMAJIbHBI/T YPOBEHb LMPKYAMpPYyoOILIero ¢bepMeHTa 3a CYET TOTO, UTO CIyYaifHblii TIpoIecc
MHAKTUBALMY X-XPOMOCOMBI (JIaiioHM3a1MsI) TIPUBOAUT K 00pa30BaHMIO Kak Je(PUIUTHBIX, TaK U
HOPMAJIbHBIX KJIETOK.

VauThIBast TUIT HaCJIeLOBaHMS JaHHOTO 3a60eBaHust (X-CleIJIEHHBIN) AJIS KaxkI0ii MocIeayoueri
6epeMeHHOCTH:

® 'y JKEHIIMHbI-HOCUTEIBHUIIBI MYTallMM PUCK POKIEHMSI GOJbHOrO MajbuMka coctasjsieT 50%,
PUCK POKIEHMST TEBOUKM-HOCUTEIbHUIIBI MyTaIm — 50%;
® Y MY)KUMHBI-HOCUTEJISI MyTallUy PUCK POSKAEHMS TEBOUKM-HOCUTENbHULIBI MyTaluu — 100%.

B cempsix, rme ecTb NOauMeHTbl C YCTAHOBJIEHHOW MyTalyell, CyIIeCcTByeT BO3MOKHOCTD
MpoBeieHNs] MPeUMIIIaHTAllMOHHONM U TpeHaTa/IbHOM AMarHoCcTuKu. [IpeHaTanbHas AMarHOCTUKA
BO3MOXXHA ITyTeM M3MepeHUsT aKTUBHOCTU ATAJI B KjleTKaX BOPCMH XOPUOHA, a TaKKe MeTodaMU
npsMoit i KocBeHHo JJTHK-narHocTuky 41 ceMeli ¢ MU3BECTHBIM TeHOTUIIOM.

¢ PeromeHayeTcs y MauyeHTOB ¢ B® g mpodumiakTUKM MHCYAbTa OJIATENbHAsT Teparus
aleTUICATUIIMIOBOI KMUCIOTOM, MPEeXOe BCEro MpW HaAM4UKU IOMOJHUTETbHBIX (HaKTOPOB
pucka (TIOKXWION BO3pACT, TPAH3UTOpPHAST MIeMMUecKas araka B aHaMHese, apTepuaibHast
TUTIePTOHUS, apUTMUMN) [36, 43, 57].

VpoBeHb yoenuTenbHOCTY pekomMmeHaanum — C (YypoBeHb JOCTOBEPHOCTH TOKA3aTENIbCTB 4).

OpraHnuszaumsi OKa3aHUsI MeIUIIMHCKOV IMTOMOIIN

TMokasaHus A1 TUIAHOBO TOCITATAIM3AIMYU B MEIULIMHCKYIO OPraHU3aInIo:

e HpOBe,I[eHI/Ie JAVArHOCTUKM U JIGUEHMNS, Tpe6ylom1/1e KPYITIOCYTOYHOI'O MeIOMIIMHCKOI'O
HaOJIIONeHMS ;

¢ CocTosiHMe, TpeByIoIee aKTUBHOTO JIeUeHNS ¥ KPYIJIOCYTOUHOTO MeIUIIMHCKOTO HaOTIOAEeHIST;

¢ CocTosiHMe, Tpebyiollee MPOBENEHVSI BBICOKOTEXHOOTUYHBIX METOZAOB JIEUeHMs (B TOM UKCIIe
TPaHCIUIAHTaLMSI OPTAHOB, MMILIAHTAIMS BOLUTENSI PUTMA, KapanoBepTepa-nedubpuuisiTopa);

e OTcyTcTBME BO3MOKHOCTU obecrieueHuss @3T B amMOyIaTOPHBIX M CTAMOHAPO3aAMENTAIOIINX
YCIIOBUSIX;

¢ Heo6X0mMMOCTb IPOBEEHNS PA3IMIHbBIX BUJOB SKCIIEPTU3 WM 00C/IeIOBaHNUS B MeIUIIMHCKON
opraHm3alnuy Ipy HeBO3MOKHOCTU IPOBefeHNUs UX B aMOYIaTOPHBIX YCIOBUSIX, TPEOYIOIIMX
IMHAMMYeCcKoro HabmogeHuss (B ToM uucie odopmieHne 3akiodeHus QegepagsbHOroO
KOHCUJINUYMaA).

IToxkaszaHus K 3KCTI)EHHOI7[ TOCIMUTAIN3aAlINN B MEANIMHCKYIO OpTraHM3alnio:



e OcTpble 3a60eBaHMsI, 060CTPEHMST XPOHUUECKUX OOJIe3HEI, OTPABIEHMS Y TPABMbI, COCTOSTHMSI,
Tpebylollyie MHTEHCMBHOJ Tepamnmuyu ¥ IepeBofa B peaHMMAalVOHHbIE OTOENeHUs WIN
OTZeIeHNs] MTHTEHCUBHOI Tepanuu (B TOM UMc/ie TIOO0YHbIE Peakiuy, MPOUCXO/sIlee U BO
BpeMst MHGY3UM UK B TeueHMe AHS nTpoBenenus nHby3um 3T u gpyrue yrposkarolime KU3HNI
OCTpbIE COCTOSIHUS), @ TAKKE KPYITIOCYTOYHOTO MEAMIIVHCKOTO HAOGMIONEHUM U TIPOBEINEHUS
CTeIMaIbHbIX BUIOB 00C/IeOBAHMS Y JIEUEHNS.

TMoka3aHMs K BBIIMCKE MalVIeHTa U3 MeIUIIVIHCKOI OpraHu3almn:

e OTCYTCTBME YTPO3bI KU3HY MAlEHTa;

e OTCYTCTBME YTPO3bI PA3BUTHS OCIOKHEHMI, TPEOYIOLIMX HEOTIOKHOTO JIEUeHS;

e Crabummsanums  COCTOSSHMSL M OCHOBHBIX  KJIMHMKO-Ta60OpaTOPHBIX  IIOKasareseit
[1aTOJIOrMYECKOTO IIPOLIecca II0 OCHOBHOMY 3a60/IeBaHMIO;

e OTCyTCTBME HEOGXOOMMOCTY B ITOCTOSIHHOM Bpaue6GHOM ¥ KPYIIOCYTOUHOM MeIMUIITHCKOM
Hab6/TI0IeHNY 10 OCHOBHOMY 3a60/1€BaHMIO;

¢ Heo6XomMMOCTM I€peBOfa IMalMeHTa B APYTYI0 OOMbHUIYY WM YUPEKOEHME COLMAIbHOTO
obecreuyeHust



6. Opranmusanysa oKasaHUSA MeIUIIMHCKON ITOMOIIU

e PekoMmeHAyeTcsl NPOBeAeHMe CeMelHOrO0 CKPMHMHIA AJS1 POOCTBEHHMKOB MalMeHTOB ¢ Bd
(IpoBenleHNEe TeHEeTUUYeCKUX MCCIeNOBaHMIA) C Lieabl0 AMarHoctuku BD Ha paHHeN cragum
6one3unu [28].

VYpoBeHb yoeaUTeTbHOCTY PEeKOMeHAaIy — B (YpoBeHb JOCTOBEPHOCTH JOKA3aTeNIbCTB 4).

¢ PeromeHAyeTCs IPOBEAEHNST CKPYHYHTA TPYIIT BICOKOTO PUCKA (PaHHME MHCYIIBTHI, [TOUeYHast
HEeJ0CTATOYHOCTD, rUIepTpoduueckas KapaAMOMMUOTIATHST) C 1IeJbI0 BISIBJIEHMS MMAIVIEHTOB ¢ BO
[7,12,18].

VYpoBeHb yoeAUTeTbHOCTY PEeKOMeHAaum — B (YpoBeHb JOCTOBEPHOCTH JOKA3aTeNIbCTB 4).



7. JononmHuTeNnbHass MHPopmanus (B TOM 4ucjiie
¢dakTOophI, BAMSIONIME HA MCX0[ 3a00/IeBaHUS WIN
COCTOSIHUS



Kpurepuu orieHKM KaueCcTBa MeIUIIVHCKOM

TIOMOII

Kputepumn kauectsa

OueHka BbINOJIHEHUA

MNpoBeseHo onpejeneHve akTMBHOCTM  AFAJT B MsTHax  KPOBW, BbICYWEHHbIX Ha
$unbTpoBanbHoM Bymare Unu B NeKoOLMTax KPOBM BCEM MaLWeHTaM MyXXCKOro nona (B ToM
yucre U Ha JOKJIMHUYECKOW CTaanun) Ans NoATBEPXKAEHUS AnarHosa

[a/Het

MpoBeeHO BCeM NaLMEHTaM C KJIMHWYECKOW KapTuHOW B®- onpejeneHve KoHLUeHTpauuu
rno6oTtpuaosmncurHrosnHa (Lyso-GB3) B nATHax BbICYLUEHHOW KPOBW WKW Mfia3Me KpoBW ANs
61OXMMUYECKOrO  MOATBEPX/AEHUS  AMarHosa M nepeA HasHauyeHueM (epMeHTHOM
3aMecTUTeNbHOM Tepanuu

Ha/Her

ﬂpose,quo MONEKYNSAPHO-reHeTU4YeCKoro nccneaoBaHusa ansa Bcex naunveHToB CO CHUXEHHOMN

aKTUBHOCTbIO depmeHTa AFAST M ANs WL XKEHCKOro Mosa npu KAMHUYECKOM MOAO03PEHUU Ha
B® 1 nNpu Hanuuum poACTBEHHWKOB C B® B poAOCNOBHON: BbisiBNEHWE MyTauuii B reHe GLA,
koaupyiolem AFAJT Ans NOATBEPXAEHUS AWArHO3a Ha MONEKY/siPHO-TeHETUYECKOM YPOBHE Y
MY>KUMH CO CHMXKEHHON aKTUBHOCTbIO (PepMeHTa M ANs XKEHLWMWH C KAMHUYECKUMU MpU3HaKkaMm
B® 1An poACTBEHHMKOB NpobaHaa Mo MaTePUHCKON NHUK

[a/HeT

HasHaueHa (epMeHTHas 3amecTuTenbHas Tepanuu C NpUMeHeHneM arancuaassl 6eta B gose 1
Mr/Kr vnn arancuaassl anbda B Aose 0,2 Mr/Kr naumeHTaMm C yCTaHOBNEHHbIM AnarHo3oM 6O B
BuAe B/B UHPY3uM 1 pa3 B 2 HeJenu (Npu HannymMm nokasaHuin)

Ha/Het

ﬂpOBe,qua KOHCy/bTauusa Bpaya-reHeTuka Ansa CeMbu naumeHTa C yCTaHOBEHHbIM AMAarHo30M
B®

Na/Het

MpoBeaeHa KOHCynbTauus-Bpada-negmaTpa C YCTaHOBJIEHHbIM AuarHo3oM B® ecnu oHW He
nNpoBOAMNOCH B Npe/liecTsytolne 6 Mecales

HNa/Het

MpoBeneHa KOHCynbTauMs Bpaya-TepaneBTa ANS NauueHTa ctaple 18 neT ¢ yCTaHOB/IEHHbIM
AnarHosoMm b® ecnu oHW He NPOBOAMNOCH B NPeALlecTBytowme 6 MecsLes

[a/Het

MpoBeaeHa KOHCyNbTaUMs-Bpaya-KkapAMosora Ans naumeHTa ¢ yCTaHOB/IEHHbIM AWarHosom 6O
eC/I1 OHU He NPOoBOAWNOCH B MpejLlecTBylolme 6 MecsLeB

[a/Het

MpoBeaeHo axokapavorpadbus npy NepBUYHOM obcnefoBaHuK U Aanee He pexe 1 pasa B 12
Mecsiues

Ha/Het

10.

MposeneHo SKIN (12-kaHanbHas) nNpu nepBuyHOM obcnenoBaHuM U fanee He pexe 1 pasa B
12 mecsues

[a/Het

11.

MpoBeseHO X0NTepOBCKOE MOHUTOPUPOBAHME MPY MEPBUYHOM 06CIIEA0BaHUMN U anee He pexe
1 pasa B 12 mecsues

Na/Het

12

MNposeaeHo MPT cepaua (npu nepeBuyHOM obcneaosaHun M nanee He pexe 1 pasa B 12
MecsiieB) Ansl  CBOEBPEMEHHOrO  BbISIBIEHUS W/UAW  MOHWTOPWHIa  KapAMONOrnyecKnx
M3MeHeHWI

Na/Het

13.

MpoBeneHo MPT ronoBHOrO Mo3ra npu nepeBuyYHOM obcnefoBaHuu UM He pexe 1 pasa B roa B
cnyyae, ecnu U3MeHeHust 6binv BbisSiBNEHbl A0 Havyana ®3T unm He pexe 1 pasa B 36 mMecsiLes,
ec/in N3MeHeHWs 6bIny BbisiBNEHbI Nocie Havana ®3T

Ha/Het

14.

MNpoBeaeHo nccnefoBaHns ypoBHs 6enka B MoYe 1 usMepeHue pacyeTHor dopmynbl CKO npu
nepBu4yHOM obcnefoBaHUM 1 Aanee He pexe 1 pasa B 6 MecsiLeB

[a/Het

15.

npOBe,Cleth ﬂaﬁOpaTOprle nccnenoBaHusa  CorlaCcHO  KJIMHUMYECKUMM  pekoMeHaauunsm  no
BefeHuio nauneHTos ¢ XMH npu Hanuuum y nauneHta ¢ BO npusHakoB NOpPaXeHWs noyek,
eCc/n He NpoBOAMIOCH B NocneaHue 6 MecsiLes

[a/Het

16.

I'Ipose,qu 0CMOTp BDa‘—Ia-Oq)TaI‘IbMOI'IDFa C uccnefoBaHWEM [1a3HOro AHa nNpwu nepBuYHOM
obcneaoBaHUM U €Cnn He npoBOAMIOCH NocneaHne 3 roaa

[a/HeT

17.

MpoBeseHa ayavoMeTpus (41s MaUMEHTOB CTaplue 5 eT) npu nepBuYHOM O6CrefoBaHUU W
€Cnv He NPOBOAMIIOCH NocneaHue 3 roaa

[a/HeT
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IIpunoxxenue Al. CoctaB pa6oueii rpymmbl O
pa3paboTKe U MepecMOTPYy KIMHUYECKUX
peKoOMeHaall i

1. KyueB Cepreii UBanoBuu - uin.-kopp PAMH, g.m.H., tupexrop ®IBHY "Menuko-reHetnyeckuii
Hay4yHblii 1LeHTp uM. axkagemuka H.IL.boukosa ", IlpesupeHT Accoumauyy MeIULMHCKUX
reHeTuKoOB (AMI).

2. bapaHoB AjsekcaHAp AJeKcaHApoBMY - akagemuk PAH, mpodeccop, O.M.H., IMOYETHBIN
npencenatenb Vicrionkoma Coro3a neaguatpos Poccunt.

3. HamasoBa-bapaunoBa Jleitia CeiimypoBHa - akagemMuk PAH, mpodeccop, mA.M.H.,
[Ipencenarens Vicrmonkoma Corosa neauatpos Poccuu.

4. Autunenko Einena AHApeeBHaA - IOLIEHT, I.M.H., JOLEHT Kadeapbl HEBPOJIOTUN, ICUXUATPUA
u Hapkonoru ®I'BOY BO «IIpMBOMKCKMIT MCC/IefOBATEeNbCKU MeOUIIMHCKUI YHUBEPCUTET»
Munsapasa Poccun, unen Beepoccniickoro o61ectsa HEBPOIOTOB.

5. Bamakmazse Harto I)kymGepoBHa - I.M.H., IOLeHT Kadeapsl GakyabTeTCKOM meayatpun 11D
®I'bOY BO PHUMY umenn H.U. Iluporosa, MHCTUTYT negmaTpum M OXpaHbl 300POBbS AeTel
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6. Bonrmua CBeriiaHa SIKoBjeBHa - O.M.H., mpodeccop Kadempsl ®I'BOY BO «KazaHckuit
roCyIapCTBEHHBIV MeAVLIMHCKUI yHUBepcuTeT» MuH3apasa Poccun.

7.3axapoBa Ekarepmua IOpseBHa - 1.M.H., 3aBefaylollas jabopaTopueii HacIeqCTBEHHBIX
6onesHeit obmMena ®OIBHY '"MeauKo-TeHeTMUECKMIi HAy4yHBIi IEHTP WM. aKaJeMuKa
H.I.BoukoBa", wieH Poccuiickoro o6imectBa MeOUUIMHCKUX T€HETUKOB, UjeH eBPOIIeiiCKOro
00611[eCTBa IO U3YUYEHNIO HAC/IeICTBEHHBIX Gone3Helt o6MeHa BemiecTB (SSIEM).

8. KomnmnHckas CBeTiaHa BacuiabeBHa - K.M.H., JOIEHT KadeAapbl HEBPOJIOT UM, IICUXUATPUN U
Hapkosnorun  OAINO @OIBOY BO  «IIpUMBOIKCKUIA  MUCCAENOBATENbCKUI  MEOULIMHCKUIA
yHuBepcuTeT» MuH3sapaBa Poccuy, wieH EBporieiickoil akajeMuy HeBposioTuu, wieH Paboueit
IpyMIbl 0 60 EBpormeiickoil akageMuy HeBpOIOTMM, uieH EBporieiickoit CeTu 1Mo 6ome3Hu
lenTuHrTOHa, uineH IIpesuamyma HaumonanbHoro CoBeTa 3KCIEPTOB MO OpdaHHBIM
3a601eBaHMSIM, UieH PoccuiicKoro o61ecTBa o HEPBHO-MbIIIEYHbIM 3a60/IeBaHNSIM.

9. Koctuk Muxamn MuxaitJioBU4 - 1.M.H., JOLEHT Kadeapsl rocnuTaabHoii neguatpun GTBOY
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MeIUIMHbBI", WieH Poccuiickoro o6InecTBa MeAUIIMHCKAX TeHETUKOB.
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21.

22.

23.

uMm. W.M. MeuHukoBa», C.H.C., HauyaJbHMK oTOeneHuss Knmauueckoro LleHTpa
9KCTPAKOPIIOPAIbHON TeTOKCUKaIM BoeHHO-MeIMIIMHCKOV aKaJeMuu, BemyIluil HayuHbIN
COTPYOHMK, PYKOBOOMUTENb TPYIIbI [0  M3y4eHMI0 penkux Oose3Heit  HayuHo-
JCCIeIOBATENBbCKOTO MHCTUTYTA 3KcIepuMmeHTanbHOM Menuuuubl C30 PAMH, unen CaHKT-
IMeTepbyprckoro o6mecTBa MeAUIMHCKON reHeTuku, Ilpencemarenb CoBeTa 3SKCIIEPTOB
HaioHa/nbHOM accoumaluy OpraHm3ainii 60/MbHBIX peoKuMu 3abojeBaHUsIMU «eHeTuKa»,
uneH MenunyHckoro Coera OkcneptoB CEE GN (LeHTpanbHoii u Bocrouno-EBpomnerickoit
lenetnueckoit CeTn).

Tomuianuaa Hartanbst ApkagbeBHa - JI.M.H., podeccop, ®I'BY HUMILI TpaHCIIAHTOIOTUYN U
JICKYCCTBEHHBIX OpraHoB M akagemuka B. 1. lllymaxosa.

®omuH BukTop Bukroposuu - ui.-kopp PAMH, [.M.H., IpOpeKTOp 10 KAMHUYECKOi paboTe 1

JIOTIOJIHUTEIbHOMY npodeccuoHaIbHOMY 06pa30BaHMIO, 3aBeyIOL Uit Kadenpoit
dakynprerckoit Tepanuu N2 1OTAOY BO Ilepsbiit MIMY um. .M. CeueHoBa (CeueHOBCKMIi
yHuBepcuret) M3 PO.

VpanoBa Omnbra BacmapeBHa - K.M.H., 000 «Meauko-reHeTUUECKUII LEHTP <«[eHOM»»,
npencenatenb Huskeropoackoro otneneHus POMI, pykoBogutens LleHTpa MemuIIMHCKON
reHeTuku ®I'BOY BO «[IMMVY» Munsnpasa Poccun, r. Huskauit HoBropog.

ABTODPBI TTOATBEPKIAIOT OTCYTCTBME (MHAHCOBOI MOAIEPIKKI/KOHMINKTA MHTEPECOB, KOTOPBI
Heo6X0auMO 06HAPOA0BaTh.



IIpunoskeHue A2. Metomosorusi pa3padboTKu
KJIMHUYEeCKNX peKOMeHJaluun

Hacrosimine pekoMeHJaluy MpefHa3HavueHbl A1 IPUMeHeHMsT MeOULMHCKYMIU OpraHu3auysiMu
" yupexxpeHusiMu denepanbHbIX, TePPUTOPUATBHBIX M MYHULIMIIAIbHBIX OPTaHOB YIPaBIeHUS
3paBOOXpaHEeHMEM, CUCTEM OO0S13aTENIbHOTO ¥ [JOOPOBOJIBHOTO MEAMIIMHCKOTO CTPAaXOBAaHMSI,
IPYTMMM MeIOVIVHCKMMY OpPraHM3alyMsIMM Pa3INYHbIX OpPraHM3aIMOHHO-IIPaBOBBIX (GOpM
[lesITeJIbHOCTYM, HAIpaB/JeHHOM Ha  oKasaHuMe MeOMUMHCKOM mnomouy. KnuHudeckue
pPEeKOMeHJAIMM CO3LaHbl HA OCHOBAaHUM CUCTEMaTMUYeCKoro o63opa iurepaTypbl 1992-2019 rr.
Medline (Pubmed version), Embase (Dialog version) u Cochrane Library databases, c
VICIIO/Ib30BaHVeM CO3/JaHHbBIX IIPOTOKOJIOB I10 JieueHMI0 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 | Rare Dis. 2015; 10:36;

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; 95(1): 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;12 (3):
e0173358;

Alegra T, Vairo F, de Souza MV, Krug BC, Schwartz IV. Enzyme replacement therapy for Fabry
disease: A systematic review and meta-analysis. Genet Mol Biol. 2012;35:947-54;

Spada M, Baron R, Elliott PM, 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;126(3):212-223;

Germain DP, Elliott PM, 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 Feb 6;19:100454;

Germain DP, 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; 126(3):224-235.

OIkanbl OLEHKM YpOBHEN [OOCTOBEepHOCTM ngokaszartenbCTB (YIAI) ¥ OLEHKM YPOBHEi
ybenuTenbHOCTY pekomenaanuii (YYP) npuBeneHsl B Tabaunax 1-3.

HEJIEBaﬂ AYIUTOPUA DAHHBIX KIIMHUYECKUX DEKOMEH,Ila_I.lI/Iﬁi

1. Bpaum o6111eii BpaueGHO MPaKTUKY (CeMeifHbIe Bpaun);
2. Bpaun-nieguaTtphi;
3. Bpaun-TepaneBThl;
4. Bpaun-reHeTUKMu;
5. Bpaun-ynabopaTopHble TeHETUKMA;
6. Bpaun-uedposnoru;
7. Bpaun-kapamnosnoru;
8. Bpauu meTckue-Kapauoioru;
9. Bpaun-HeBpoJIoru;
10. Bpaun-racTpOsHTEPOJIOTH;
11. Bpaun-3HA0CKOTIUCTHI;
12. Bpaun-peHTreHOo/IO0TH;
13. Bpaun-iepMaTOBEHEPOJIOTH;
14. Bpaun-odTaabMoIorn;
15. Bpaun GyHKUMOHAIBHO AMarHOCTUKH;
16. Bpaun-ncuxmaTphbl;
17. MeguLMHCKME TICUXOJIOTH;
18. CtymeHThl MeAUIIMHCKUX BY30B;
19. O6yuatoniyecs B OpAMHATYPE U UHTEPHATYPE



IIpunoxxkenne 1. lllkana oueHKM ypoBHEN NOCTOBepHOCTU AoKasaTenbcTB (YII) nnsi meTomos
IVArHOCTUKY (IMarHOCTUYECKMX BMeIIaTeIbCTB)

yan PacwudpoBka

1 CuctemaTyeckue 0630pbl  UCCIEAOBAHWUIA  C_ KOHTPoneM  pedepeHCHbIM  MeToAOM  WAW  CuCTeMaTuyeckuit  0630p
PaHAOMU3NPOBAHHbBIX KIIMHUYECKNX I/ICCJ'Ie,qOBaHVIFI C NPpUMEHEeHneM MeTa-aHanusa

2 OTaenbHble UCCNeAOBaHWs C KOHTPONeM pedepeHCHbIM MeTOAOM WM  OTAefbHble PaHAOMU3MPOBAHHbIE KJIMHUYECKue
nccnenoBaHUs Mo cucTeMaTuyeckue 0630pbl MCCneaoBaHWin noboro aAusaitHa, 3a WCKIIOYEHMEM  paHAOMU3UPOBAHHbIX
K/IMHUYECKNX UCCNeAoBaHWii, C MPUMEHEHNEM MeTa-aHanusa

3 WccneposaHuns 6e3 nocrnenosaTesibHOroO KOHTpONA Ded)eDeHCHbIM METoAO0M UNnU uccnenoBaHusa cC pecbepeHCthM MEeToAOoM, He
ABNALWNMCA HE3aBUCUMbIM OT UCCIeAyeMOro MeTtoaa Win HepaHAOMU3NPOBAHHbIE CPaBHUTE/IbHbIE UCCNIEA0BAHUA, B TOM 4Yucne
KOropTHblE UccnenoBaHna

4 HeCpaBHMTeI’IthIe nccnenoBaHus, onucaHne KNMHM4YeCcKoro cniy4das

5 NmeeTcst nuwwb o60oCHOBaHWE MexaHW3Ma AeUCTBUA MU MHEHWe 3KCnepToB

IIpunoxxenue 2. lllkasa OLeHKM YpPOBHEN OOCTOBepHOCTM AoKazaTtenbCTB (YIII) mjsi meTOmoB
MpoOWIaKTUKY, JIEUeHUsT M peabunnutanuu (IpopuaakTUIecKux, JeuebHbIX, peabuauTaliOHHbIX
BMeILAaTe/IbCTB)

yan Pacwundposka

1 CucremaTtuyeckuii 063op PKW ¢ npumeHeHneM meTa-aHanusa

2 OtaenbHble PKW 1 cucrtematuyeckme 0630pbl uccnenoBaHuii noboro ausaiHa, 3a uckaoyeHmem PKW, ¢ npumeHeHuem MmeTa-
aHanusa

3 HepaHJOMU3MPOBaHHbIE CpaBHUTESNbHbIE UCCNEA0BAHMS, B T.4. KOrOPTHbIE UCCNIeA0BaHUS

4 HecpaBHUTeNbHbIE NCCEA0BaHMS, ONUCaHUe KIMHUYECKOro ClyYas n Cepumn Crlyyaes, UCCIEA0BaHNUS «CIy4ait-KOHTPOb»

5 NmeeTcs nuwb 060CHOBaHWE MexaHW3Ma AENCTBUS BMeLlaTeNbCTBa (AOKIMHUYECKUE UCCNeA0BaHUS) N MHEHUE 3KCNepToB

IMpunoskeune 3. Illkana olieHKM YpOBHEN yOemuTenbHOCTU pekomeHpaimii (YVYP) ois MeTomoB
MPOGUIAKTUKY, IMATHOCTUKMY, JIeUeHUs U peabunutanu (Ipo@uiakTuueCcKuX, AMarHoCTUUECKIUX,
JIeueOHbBIX, peabuIUTAIMOHHBIX BMEIaTeTIbCTB)

yyp Pacundposka

A CunbHasa pekoMeHzauus (Bce paccMmaTpuBaeMble KpuTepun 3PdEKTUBHOCTM (MCXOAbl) SBAAIOTCS BaXHbIMKU, BCe
nccnefoBaHMs MMEIOT BbICOKOE WM YA0BNETBOPUTENIbHOE METOZO0I0rMYECKOe KauecTBO, UX BbIBOAbI MO MHTEPECYIOWUM
MCX0AaM SIBASIOTCS COrNacoBaHHbIMU)

B YcnoBHas pekoMeHauus (He BCe paccMaTpuBaeMble KpUTepum SPpdeKTUBHOCTM (UCXOAbI) SBASIKOTCS BaXHbLIMW, HE BCE
VCCNEe[0BaHNS MMEKT BbICOKOE MWW YAOBNETBOPUTENbHOE METOAONIOMMYECKOe KayecTBO W/WAM WX BbIBOAbLI MO
VHTEPECYIOLLMM UCXOAaM HE SIBASIOTCS COrlacoBaHHbIMM)

C Cnabas pekomeHpauus (OTCYTCTBME [0Ka3aTeNbCTB HaAnexallero kayecTsa (BCe paccMaTpuBaeMmble KpUTEpUn
BquDEKTMBHOCTM (MCXOLLbI) ABNAKTCA HEBAXHbIMU, BCE UCCNEeAOBAHNA UMEKT HU3KOE MEeTOA00rM4yeckoe KayecTtso U nx
BbIBO/Zbl M0 MHTEPECYIOLLNM UCXOAAM He SIBASIOTCS COracoBaHHbIMM)

IMopsnoK 0GHOBIeHNMSI KIMHUYECKMX PEeKOMEeHIaIii.

MexaHn3M OOHOBJIEHMSI KAMHUYECKUX PEKOMEHIAIuii MpeaycMaTpUBaeT UX CUCTEMATUUYECKYIO
aKkTyaaM3alMio — He pexke UeM OfMH pa3 B TPU Ofa, a TAakKe IPU MOSBIEHUM HOBBIX JaHHBIX C
MO3UIIMM TOKA3aTeJbHOM MeIMIIVHBI MO0 BOIMPOCAM IMATHOCTUKM, JeueHus, TPOOUIaKTURY U
peabuIMTanMy KOHKPETHBIX 3a00eBaHMil, HaMuuMy 060CHOBAHHBIX NOTOJHEHU/3aMeuaHmnii K
paHee yrBepxkaeHHbIM KP, HO He uaiie 1 pa3a B 6 MecsilieB.



IIpninokenue A3. CipaBoOYHbIEe MaTepyasbl,
BKJ/IIOYAasi COOTBETCTBYE [TOKAa3aHMi1 K
IIPUMEHEHUIO ¥ IPOTUBOIOKA3aHUI, CIIOCO00B
IPUMEHEeHUS U 103 JIeKapCTBEeHHBIX IIperaparTos,
VHCTPYKLUMU 110 IPUMEHEHMIO JIEKAPCTBEHHOI'O
rnpermnapara

1.Tlpuka3 MwuHucTepcTBa 3ApaBooxpaHeHuss P® "O6 yTBepskaeHuu Ilopsaka oOKasaHMs
MeIUIIMHCKOI TTIOMOIIIY GObHBIM C BPOKIEHHBIMM U (MJIN) HACTeCTBEHHBIMM 3a60IeBaHUsIMU "
ot 15 Hosi6pst 2012 1. N 917H).

2. Knuuuueckue  pexomeHpanuu  «Iumeprpodudeckast

kapauomuoniatusi»  ID:  KP283,
(http://cr.rosminzdrav.ru/)

3. MeTonudeckoe pyKoBoACTBO «TpaHcIuiaHTauus mouku» ID: MP34 (http://cr.rosminzdrav.ru/)
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IIpunoxxenmne b. AiropuTmsl JeicTBMi1 Bpada

Mpr3aHakym BO y NnauMeHTa M bO y
POACTBEHHUKOB

NaBopaTopHan AMarHoCTMKA

Aud . grarHocTura ©

APYTUMM
sabonesaHuAMK

OwarHos
nogTeepHaeH ?

WmeroTca
NoKasaHWAa K
©3T?

MoHUTopUHT
COCTOAHWA NaUWEHTE

@37

Tepanua
spderTuBHa?

PBCCMOTPEHMA BOSMOHH OCTEA
APYIMX METOA0B NeYeH WA (B
TOM YWCNE TRaHCNNaHTau A

OpraHos)




IIpunoxeune B. MHdopmanusa ajis nanmeHTa

Bonesur ®abpu (BP) miu 6onesHp AHmepcona-Pabpu — pefKoe HacaeACTBEHHOe 3abojieBaHle,
KOTOpPOe OTHOCUTCSI K JIN30COMHBIM 60/Ie3HSIM HaKOTIEHNS.

Knmuanueckue IIPOSABJICHUS

IIpu 6one3uu ®abpy CTPajaAlOT MPAKTUYECKME BCE CHCTEMbI OPTAaHOB. Y MHOTMX HAaGMIOHAIOTCS
Heliporatuyeckast 60jb (Krydme 60JiM B KUCTSIX M CTOIAX, YCMIMBAIOLIMECS B KapKYIO MTOTOY, IPK
busnyeckoii HArpys3ke), KOXKHbIE MPOSIBIEHNs (AHTMOKEPATOMbI), HapylIeHMe MOTOOTAeIeHIs
(Tumo-, aHTUAPO3), MopaxkeHue nepudepuuecKkoii U LEeHTPATbHOV HEPBHOI CUCTEMbI (MHCYJIBT),
MOYEeK, CePAIa, OpraHa 3peHus (BUXPEBUAHASI KEPATOMATHS), JKETYIOUHO-KUIIIEUHOTO TPAKTA.

Ilpu kimaccuueckoit Gopme 3aboneBaHue HauMHaeTcss B 4-12 JeT U xXapaKTepuU3yeTcs
MepruogMIeckKuMM 6OISIMU TIPEMMYIIECTBEHHO B KMUCTIX M CTOMAX, MHOTAA O0Jb JIOKaIU3yeTcs B
KMBOT€ WM TIPUCTYIIBI HAllOMMHAIOT alIeHOMUMT. Bomyu ycwimBaloTcsl IIpY  IOBBIILEHUMU
TeMIlepaTypsl Tena, (GuU3MUecKMX Harpyskax, B JKapKyl0 ¥ XOJOLHYIO Toroxy. Bomm moryt
MPOTEKaTh 10 TUITY Kp130B. C BO3pacToM 60seBbIe KPM3bl OObIYHO YMEHBIIAKTCSI.

OmHMM U3 SPKMX CUMIITOMOB SIBJISTIOTCSI @HTMOKEPATOMbBI, KOTOPBIE €CTh MPAKTUYECKM Y BCEX
namyenToB. [lo pasmepy 3To He6osblINe, C 6YJTaBOYHYIO TOIOBKY, 06pa30BaHMsI — KPACHOTO TN
6arpoBoro LBeTa, IJIOCKME WM IPUIIOAHSThIE HAMI [IOBEPXHOCTHIO KOXKM. Yalle BCero MmosiBIIsSIOTCS
AHIMOKEPATOMbBI B HIKHENM 4acTM KMBOTA, PACIIPOCTPAHSISACh HA Apyrye ydacTku Tena. OHM He
MIPUYMHSIIOT 0CO60TO GECITOKOIICTBA — TOIBKO €C/IM HE 3aTPAruBaloT BCIO TIOBEPXHOCTH Tela.

IMopaskeHue movek py B® Hab0maeTCsl TPaKTUYECKY Y BCEX MY)KUMH M Y MHOTYX JKEHIIMH MTOCJIe
40 yieT, YTO MIPUBOAUT K TIOUEYHOI HEIOCTATOUHOCTY U TPeOYyeT MpoBeeHNe reMoIaan3a.

YV MHOIMX TMalMeHTOB C BO3pacTOM pa3BMBaeTcsl runepTpodusi Muokapha, KaTapakTa MU
HapylleHMe CIyxa.

CxomHble oryuyay 3aboneBaHuil B CeMbe, IIOYEYHAs HEJOCTaTOYHOCTb, pPaHHME WHCY/IbTHI,
JIMXOPaJIKa HesSICHOTO TeHe3a, 601 B SKMBOTE, KUCTSX U CTOTIAX,

ITpuunHbl 601e3HU PaGpu

BonesHb ob6ycnoBieHa MyTanysiMu B reHe GLA, KOTOPBIV KogupyeT GepMeHT o-raaakTo3unasy A
(A-TAJT  A). Otor (depMeHT ydYacTBYyeT B peaKUMsSIX paCLIeIVIeHUs] OCOOBIX JKUPOB-
IMKOCOUMHIOMUIINAOB. B pesynbraTe HeZOCTATOYHOCTU (epMeHTa MPOUCKOLUT HAKOIUIEHME -
IMKOCHVMHTOMMIIN/IOB B PA3IMYHBIX OpraHax M TKaHSX.

T'en GLA pacmionoskeH Ha X-xpoMocoMme 1 3aboneBaHue umeeT X-ClelIeHHbl TUIT HaclIeqOBaHMsI.
Ho B oTmMumm OT MHOTMX APYTUX X-CIEIJIEHHbIX PelecCUBHbIX 3a6omeBanmii, 60-70% >KeHIIUH —
reTepo3UTOTHBIX HOCUTENbHUI] MMEIT KIMHMYeCKUe IIPOSIBIeHMSI, MpUUYeM MHOTHA TaKue Ke
TSKeJIble, KaK M Y 60IbHBIX MYKUMH.

Ilonroe BpeMsl CUMTANOCh, UTO B® oueHb penkoe 3a60eBaHNe, HO CKPMHMHTOBOE MCCIeloBaHe B
WTanuu I0Ka3aja0 YAMBUTEIbHO BBICOKYIO YacTOTy 3Toi 6GomesHu: 1:3100 HOBOPOKIEHHBIX
Ma/IbuMKOB MIMeIM HU3KYI0 akKTMBHOCTb A-TAJI A u mytanumu B reHe GLA. [TosToMy BO3MOXKHO, 4TO
MHOT'Me CJTyday 3a60/ieBaHMsI TakK M OCTAIOTCSI He JUarHOCTMPOBaHHBIMMU.

YToObl BBIIBUTH b®, B0O MHOrMx CTpaHaxX, B TOM 4ucCjie B POCCI/II/I, O6CJ'I€,£LYIOT IMalijMeHTOB M3
OTHeNeHnn reMonmnannsa, HeBpOJIOTMYECKMX U KapaAMOJIOTNYeCKMUX CTallMOHApPOB.

Kak YCTaHaB/IMBAIOT AMAarHo3

Bpa‘m Ha OCHOBaHUM KIMHUYECKUX CHUMIITOMOB MOIYT 3aIllogO3pUTH 6oe3Hb. 3arem
IIPpOBOOSTCS na6opaToprIe TE€CTbl M MHCTPYMEHTAJ/IbHOE MCCIIeJOBaHNeE.

ToYHbBII AMArHO3 MOXXHO YCTAHOBUTb, M3MEPUB aKTUMBHOCTb (GepMeHTa, WM OIpenesnB
KOHIIeHTpauuio Jmsochuuromunuaa -lysoGb3 B kpoBu. [Ij1s1 9TOTO HOCTAaTOYHO cOGPATh KPOBbL Ha
KapTOUKy-(GMIBTP U3 Maablia MY U3 BeHbl. Takue KapTOUKM eCTh B JTI060i MeIMKO-TeHeTUUeCKOIi
KOHCY/IbTAllMM U B TIOJIUKJIVHUKE.

TouHbI OMArHo3 BaXXeH VI MeOUKO-TeHETUYEeCKOTrO0 KOHCY/JIbTUPOBAHNMAA, HPEHaTaﬂbHOVI
JAMArHOCTUKIN 3a60}'[eBaHI/I$I, YCTaHOBJIEHMS HOCUTEJ/IbCTBA.



Jleuenmne

Ing BO paspaborad 3(QQeKTUBHBIN METOH, JieueHus] — (pepMeHTHasI-3aMeCTUTeIbHAsT Teparnus
(®3T), mosTOMY paHHSS AMATHOCTMKA 3a60eBaHMsI MMeeT GOJbIlIoe MpaKkTHuYeckoe 3HaueHne. K
COKaJIeHMI0, YacTb CIyvyaeB OMarHOCTUMPYeTCS Ha IO3OHMUX CTaausx OOles3HM, UTO He [JaeT
BO3MOXKHOCTbH ITOJTYYUTh 3HAUUTETbHbIN addekT ®3T. OnHako, Ha 060V cTaguy 601e3HM HAYaIo
@3T 1Mo3BoJIsIeT 3aMeJIUTh ITPOrPeCcCUPOBAHME U CMITUUTD KIMHUYECKE CUMITTOMBI.

Ponb cembu u ImaneHTa

Ha mpumepe B® MOXKHO IT0Ka3aTh BaKHOCTb COCTABJIEHMS PONOCIOBHOM M 00CIeqOBaHUS
poacTBeHHMKOB. CUKMTaeTcs, UTO, YCTAHOBMB OMarHO3 y OQHOTO IaliyeHTa, Mpu o6CaemoBaHUM
POICTBEHHMKOB MOYKHO HaifTi eille 5 GOJbHBIX HA PasHbIX CTAAMIX GOME3HU - OT MPAKTUUECKNU
6eCcCMMIITOMHOJ 10 TSKEJIOI.

IManyenTsl ¢ B® MOryT MOMOYb CBOMM POMHBIM, POCTO COOGIIUB UM O HEOOXOAMMOCTH TIPOATH
IMarHocTuKy. Ecimu nmuarHo3 OymeT yCTaHOBJIEH PaHO — 10 Havyala HeoOpaTMMbIX M3MeHEeHMIi
BHYTPEHHUX OPTaHOB, jeueHue 6ymeT ropasno sdderruBHee. Jleyanmyil Bpau Wi Bpay-reHeTUK
He MMeeT MpaBa pasmianiaTh MeAUIVMHCKYIO MHGOPMAIINIO, TO3TOMY CyAb6a POTHBIX — IETMKOM B
pPyKax caMMx TMalieHTOB.

Pomubie OpaThst M CECTPbI, BCE€ POACTBEHHMKM TI0 MATEPUMHCKOM JIMHUM — OSAW, TETU U
IBOIOPOAHbIE 6GpaTbsl ¥ CECTPbl JO/KHBI ObITh MPOMHMOPMUPOBAHBI O HEOGXOAVMMOCTH
TecTMpoBaHMS. B ceMbsx 060/Me3Hb MOXKET IPOSIBAATHCS IO-pasHOMY. Y MYKUMH YaCThIM
ocTokHEHMeM Tmocie 40 JieT SIBJIsSIeTCsl [OYeYHasi HeNOCTaTOYHOCTh. HO B paHHEM BO3pacTe
OCHOBHas kajmoba — 3TO aKpoIapacTesun, AHTMOKEPATOMBI. YKeHIIMH MOTYT 6eCIIOKOUThL 6051, a
MouYeyHasi HeIOCTaTOYHOCTh BCTPEUAETCSl PEeKe M MOKET PasBMBATbCSl B IO3THEM BO3pacTe.
IIpoBemeHne MOJEKYISIPHO-TEHETUUECKOTO aHajI13a, HAllpaBJIeHHOTO Ha BbISIBIEHME CEeMEeTHOI
myTaiuu reda GLA TToKa3aHo CIeIyIoNM POACTBeHHMKAM Tal[MeHTa:

Jjist mpo6GaHaa MY>KCKOTO IIoJIa:

. MaTh

. jouepu

. 6paThst 1 cecTpbl

. CBOZHbBIE GPATHSI ¥ CECTPHI TI0 MaTePU

. ie[1, TI0 MaTepPUHCKO IMHUK

. 6aby1IIKa IT0 MaTePUHCKOM TMHUU

. oeTu gouepeit

. 6paThs 1 CECTPbI MaTepU

. jouepu 6paTbeB

10. geTu cectep

11. moyepu naeMSIHHUKOB

12. metu ryieMSIHHUI],

13. nBOIOpOIHbBIE OPAThs ¥ CECTPHI IO MaTEPUHCKOM JIMHUA
14. poyepu BHYKOB (IIpaBHYUYKM) I10 JIMHUM loUepeit

15. meTv BHyueK (IIpaBHYKM ¥ MPABHYUKN) TI0 IMHUM Touepeit

0~ 0N U1 AW N

Ne)

i mpoGaHaa JKeHCKOTOo Mojia:

1. maTp
2. oTely
3. metu
4., 6aby1IKa Mo MaTepPUHCKO JIMHUNU
5. menyuika o MaTepUHCKOM JIMHUMN
6. 6a0yI1IKa 110 OTLIOBCKO TMHUM
7. menyllka 1Mo OTLOBCKOV TMHUMN
8. 6paThsI U CECTPBI
9. CBOJHBIE OPAThS M CECTPBI TTO MaTEPUHCKOM TVMHUN
10. cBogHbIe CeCTpPbI 10 OTLOBCKOI IMHUK
11. BHYKM ¥ BHYUKHA
12. 6paThs U ceCcTpbl MaTepu
13. 6paThs U ceCcTpsl OTLA
14. nouepu 6paTheB
15. metu cecrep
16. mouepy BHYKOB (TIPaBHYUYKN)
17. neTn BHyueK (IPaBHYKU ¥ IIPaBHYYKN)



18. nBoOpOIHbBIE GPAThsI U CECTPHI 10 IMHUYU MaTepu
19. nBOIOpOIHBIE OPATHSI U CECTPHI 110 JIMHUU OTLIA
20. nouepu NIEMSIHHUKOB

21. geTy mIeMsTHHUI],



IIpunosxenne I'1-I'N. IlIkansl ouieHKM, BOIPOCHUKA
Y Ipyrue Ol eHOYHbIe MHCTPYMEHTbI COCTOSTHUSA
IanyieHTa, IpuBeJeHHbIe B KIMHUYECKUX

peKoMeHIalMusIX

IIpunoxkenue I'l. Beipa)keHHOCTh KJIMHUUYECKUX MposiBiaeHnii B® B pazHOM

BO3pacTe

Oetn

MoapocTtkn

B3apocnbie

Akponapecresuu

AKponapecTesun

AKkponapecresun

Bonb B KOHEUYHOCTAX

Bonb B KOHEYHOCTAX

Bonb B KOHEYHOCTAX

MopaxeHns xpycTanuka n porosuLbl

MopaxeHns xpycTanmka 1 porosuLibl

MopaxeHuns xpycTanmka u poroeuLbl

Jnxopaaka

JNnxopaaka

Jnxopaaka

Tennosas 1 X0n040Basi HEMEPEHOCUMOCTb

Tennosas n xonogoBas HEMEpPEHOCUMOCTb

Tensnosas 1 X0/040Bas HEMNEpPeHOCUMOCTb

McuxocoumanbHble U3MEHeHNs

McuxocoumnanbHble U3MEHEHUS

McuxocoumanbHble U3MEHEHUS

CHuxeHune cnyxa

MpoTtenHypus

MpoTenHypusa

)Kel'ly,ELOLIHO-KMLIJEHHbIe CMMNTOMbI

)Kel'Iy,CLO‘-IHO-KMLLIeLIHbIe CUMNTOMbI

AHrnokepaToMbl

AHrvnokepaToMbl

YTomnsemoctb

YTomnsemoctb

CHuxeHune cnyxa

MoyeyHass HeAOCTaTOUYHOCTb

CepaeyHas HeaoCTaTOYHOCTb

WHcynbT

CHWXeHMe cnyxa U WyM B ylax

Numdenema

Hpumeuauue: Y HEeHWUH ¢ b® cumnmomst nposeJsilomcs no3xce U 8blpdXeHHOCMb UX pa3jiuuHa

IMpunoxxenne I'2. IuddepennmanbHas AuarHocTuka 6onesun ®adopu

Twvn HapyweHus

AwnarHos

AHrMOKepaTUOMbI

MeTexnanbHas CbiMb, HaCNeACTBEHHas remopparuyeckasi TenaHrusktasus Pengio-Ocnepa-
Bebepa, aHrvokepatoma ®oppgaiica, aHruokepatoma Mubennu, orpaHuyeHHasi HesudopMHas
aHrmokepatoma Tynosuwia, 6onesHb WwvHanepa, byKo3naos, raHrnnMosnaos,
acnapTaTritoKo3aMUHYpuUs 1 cnanmaos.

Bonesoit cuHApOM

[unabetnyeckas u ankoronbHas 6Gonesas nonuvHesponaTtusa, I'IODC')IADMIZHER nonMHesponaTuAa.
PEBMATONAHbBIM apTPUT, peBMaTU4eCKaa nuxopagka, aputpomenanrmsa, cCMHgpoma PeltHo

MouyeyHas naTtonoruns

XPOHUYECKMIN NaTEHTHBbIN rnoMepyioHedpUT, UHTEPCTULMANbHBIN HedpUT

Cepﬂe‘-lHO'COCy,ClVICTaﬂ cucrtema

KapauoMmeranus, apuTMusi HESICHOTO reHesa

OdranbMonornyeckmne HapyLeHus

JlekapcTBeHHble odTanbMonatun (Npu NPUMEHEHUM XJI0POXMHOB, aMMoapoHa)

YKenyAoUHO-KULWEYHbIA TpakT.

CUHAPOM pasapakeHHOro KuweyHuka, 6o1e3Hb KpoHa

IIpunoxenue I'3. Kpurepum HasHaueHuss ®3T

45-60)

(He BNusieT Ha

bes MoyeuHble* CepaeuHble® LHC* Bonb* DKKT*
npusHakos
4
CMMMNTOMOB
Knaccuueckas [ebioT B MUKPOans6byMuHypus - runeptpodus - NBB HeBponaTuyeckas - KK
B®, MyXUnHbI BO3pacTe npoTenHypus Muokapaa (MTC - TWA / 6onb CUMMTOMbI
16 netr wu noyeyHasn >12 mMMm) 6e3 WNHCYNbT - HeBponaTtuyeckas
crapuwe HeaocTaTtoyHocTb (CK® (vnmn c - noreps 6onb, paxe npu
(Knacc 2B) 60-90) MUHUMaNbHbIMK cnyxa [ yCnoBuu  MoJsIHOro
- noyeyHas NpoSIBNEHNSMU) Koppekuuei KOHTpONSt ee
HepocTaTo4yHocTb (CK® dunbposa no Bo3pacty 6oneyTtonsoLWmMMK
45-60) - npusHakun (He  BnuseT  Ha
HapyLlleHns exeHeBHY0
cepAeyHoro aKTUBHOCTb)
puTMa
Heknaccnueckasn - MUKpPOanbbyMUHypus - runepTpodus - NB6B - HeBponarTunyeckas - KK
B®, My>XUnHbI -NpoTenHypUs Muokapaa (MTC - TWA / 6onb CUMMTOMbI
- noyeyHas >12 mMMm) 6e3 VHCYNbT - HeBponaTuyeckas
HeaocTaTtoyHocTb (CK® (vnmn ¢ - noteps 6onb, paxe npu
60-90) MUHVMabHbLIMU cnyxa [ yCnoBuu  MOJIHOTO
- rnoyeyHas NposiIBNEHNAMM) Koppekumnein KOHTpoOns ee
HepocTaTo4yHocTb (CK® dunbposa no Bo3pacty 6oneyTtonsoWmMMn




- npu3HaKkmn eXeAHEeBHYI0
HapyLlleHns aKTUBHOCTb)
cepAeyHoro
puTMa
Knaccuueckas - MUKpOanbbyMuHypus - runeptpodus - nes - HeBponarunyeckas - KK
B®, XeHWnHbI (Knacc 2B) Muokapaa (MTC (Knacc 2B) 6onb (Knacc 2A) CUMMTOMbI
-npotenHypus  (Knacc >12 mMMm) 6e3 - TWA / - HeBponaTtuyeckas
2B) (mnmn c VHCYNbT 6onb, paxe npu
- noyeyHas MUHUMaNbHbIMK (Knacc 2A) yCnoBuu  MoJIHOrO
HefocTaTovyHocTb (CK® nposiBNEHNAMN) - noreps KOHTponst ee
60-90) (Knacc 2A dunbposa (Knacc cnyxa c 6oneyTtonsoLWMMK
- noyeyHas I) Koppekumnen (He  BnAuseT  Ha
HepjocTaToyHocTb (CK® - npusHaku no BO3pPacTy | eXeAHEBHYIo
45-60) (Knacc 2B) HapyLeHus (Knacc 2B) aKTUBHOCTb)
cepaeyHoro (Knacc 2B)
putma (Knacc I)
Heknaccuyeckas - MUKpOanbbyMuHypus - runeptpous - NBB - HeBponatuyeckas - KK
B®, XeHWnHbI -NpOTEUHYpUs Muokapaa (MTC - TWA / 6onb CUMMTOMbI
- noyeyHas >12 mMMm) 6e3 VHCYNbT - HeBponaTuyeckas
HefocTaTovyHoCcTb (CKD (nnn c - norteps 6onb, paxe npu
60-90) MUHUManNbHbIMU cnyxa ¢ YyCNoBUM  MONHOrO
- noyeyHas NposiBNEHNSMU) Koppekuuei KOHTpONSt ee
HepocTaTo4yHocTb (CK® dunbposa no Bo3pacty 6oneyTtonsoWmMMK
45-60) - npu3sHakun (He  BnAuseT  Ha
HapyLlleHns exeHeBHY0
cepaeyHoro aKTUBHOCTb)
puTMa
bes MoyeuHble* CepaeyHble* LIHC* Bonb* HKKT*
npusHakos
n
CMMNTOMOB
Knaccuueckas [ebioT B -MukpoanbbyMuHypus - runeptpocus - NBB -HeBponaTuyeckas - KK
B®, My>XUunHbI BoO3pacTte -NpoTenHypus Muokapaa (MTC - THA  / 60nb CUMMTOMbI
16 netr wu - noyeyHas >12 MM) 6e3 WHCYNbT - HeBponaTtuyeckasa
cTapue He/J0CTaToYHOCTb (nmm c| - noteps | 6onb, paxe npu
(CK® 60-90) MUHUMaNbHbIMU cnyxa [ ycnosumu MosHoro
- noyeyHas | MNposiBNEHMAMK) Koppekuuen KOHTpONs ee
He/0CTaToOYHOCTb $nbposa no BO3pacTy 6oneyTonaowmMm
(CK® 45-60) B npu3Hakun (He BNSIET  Ha
HapyleHuns eXe[HEBHYI0
cepie4yHoro aKTUBHOCTb)
puTMa
Heknaccuyeckas - MUKpoanb - runepTpo - NBB - HeBponaTtuyeckas - KK
BD, My>X4MHbI 6yMUHYpUS Ma  MMokapaa - TUA / 6onb CUMMTOMBbI
-npoTenH MTC >12 MmMm) WHCYNbT - HeBponaTtuyeckas
ypus 6e3 (nnmn C - noteps 6onb, pdaxe npu
- noyeyHas | MUHUMaNbHLIMU cnyxa c | ycnosuu  nonHoro
He/J0CTaToYHOCTb NpoABNEHNSMN) Koppekuuen KOHTpOnNs ee
(CK® 60-90) ¢dubposa no Bo3pacTy 6oneyTonsoWmMMH
- noveyHas | - npusHaKku (He  BnvgeT  Ha
HeAOCTAaTO4YHOCTb HapyweHus eXeAHEBHYI
(CK® 45-60) cepAeyvHoro aKTUBHOCTb)
puTMa
Knaccuueckas - MUKpPOanbbyMuHypus - runeptpodus - N6B - HeBponaTtuyeckas - KK
B®, XeHLWmnHbI -NpoTenHypus - Muokapaa (MTC - TUA / 6onb CUMMTOMBbI
nouyeyHas >12 MM) 6e3 | WHCynbT - HesponaTnyeckas
He/J0CTaToYHOCTb (nnm c| - noteps | 6onb, paxe npu
(CK® 60-90) MUHUMaNbHbIMU cnyxa c ycnosuu nosHoro
- noyeyHas | MNposiBNEHMAMU) Koppekuuen KOHTpOns ee
He/J0CTaToYHOCTb $nbposa no BO3pacTy 6oneyTonaowmMm
(CK® 45-60) - npusHaku (He BNvseT Ha
HapyLweHns eXeIHEBHYI0
cepAie4yHoro aKTVMBHOCTb)
puTMa
Heknaccuyeckas - - runeptpodus - N6B - HeBponaTtuyeckas - KK
B®, XeHLWmnHbI MUKPOanbbyMuHypus Muokapaa (MTC - THMA  / 60nb CUMMTOMBbI
-NpoTenHypus >12 MM) 6e3 | WHCynbT - HeBponaTnyeckas
- nouveyHas | (unu c| - noteps | 6onb, paxe npu
He/J0CTaTouHOCTb MWUHUMaNbHBIMU cnyxa c | ycnosun  nonHoro
(CK® 60-90) NposiBNIEHNSAMM) Koppekumei KOHTpoOns ee
- noyeyHas ¢dunbposa no Bo3pacTty 6oneyTonsoWmMMm
He/J0CTaToYHOCTb - npusHaku (He  BnvAeT  Ha
(CK® 45-60) HapyLleHus eXeAHEBHYI0
cepaeyHoro aKTUBHOCTb)
puTMa

IIpunoxxenune I'4. Kpurepun ormensl ®@3T

Kputepun otMmeHbl

Mponyck nauneHToM > 50% uHbY3uit

MOCTOSIHHbIE XU3HEYrPOXAIOLLME UMW TSXKENbIE CBS3aHHbIE C MH(Y3WeN peakLmnu, He pearypylowmne Ha NpopuNakTuKy, HanpumMep aHadunakcus

XenaHune nauneHTa

TepMuHanbHas cTaams 6one3Hn noyek, 63 BO3IMOXHOCTM Nepecasku NOYKK, B COMETaHUN C TAXENO0N cepaeyHoi HeaocTaTovHocTbio (IV knacc no NYHA)

TepMMHaﬂbHaﬂ B® naun nHble conyTcTByowmne 3aboneBaHus npu oxuaaemon NPOAO/IHKUTENBHOCTU XU3HU MEHEE 1 ropa

TsKenblil KOrHUTUBHbIN AeduumnT ntoboi aTmonorumn

OTCyTCTBVIe oTBeTa B TeyeHue 1 roga, ecnv €AMHCTBEHHbIM MOKa3aHWeM K O3T sBnsetcs HeVIpOHaTMHeCKaﬂ GOI'Ib, npu ycnoBuMnm MakKCuMManbHOro obbemMa noaze

Tepanun*

Kputepuu npotuBonokasaHuii k Hauany ®3T

Tskenoe 3a6onesaHue cepaua C pacnpocTpaHeHHbIM hUEPO30M, eCv MOPaXeHNe CepALa SBISETCS eANHCTBEHHBIM NMokasaHuem Kk ®3T

TepMuHanbHas cTaaus 60e3HU noyek, 6e3 BO3MOXKHOCTU Nepecasiku NoYKu, B COYETaHUM C TSXKENOW CepAeyHOi HeaoCTaTouHOCTbIo (IV knacc no NYHA)

TepMuHanbHas B® nnu nHble conyTcTBylowmne 3a6onesaHns Npu 0XWAAEMON NPOACIKUTENBHOCTMN XU3HU MeHee 1 roga

TsdKenNbI KOFHUTUBHBIN AeduumnT ntobol aTnonorum




IMpunoskenue I'5. MoHUTOpMpPOBaHMeE MAIMEHTOB ¢ 00j1e3HbI0 Padpu

WUccnepyemblii nokasaTesnb WcxopHo Kaxkpabie Kaxkpabie
n Ao Havana 6 mec 12 mec Kaxxabie
®3T) 36 mec
AHaMHe3, KNMHUYEeCKuit + RS
craTyc
OueHka 6onu (Bu3yanbHo-aHanorosas Likana + +
oueHkKn 6onn)
OnpepeneHve akTuBHOCTM depMeHTa w  [AHK- +
AnarHocTuka
MwukpoanbbyMuHypus/ NnpoTenHypus + +
PacuetHas CK® + +
3Kr + ¥
Oxokapaunorpadusa + 4%
XOonTepoBCKOE MOHUTOPUPOBaHME + +*
MP-ToMorpadusi ronoBHOro Mo3sra + +*
MPT cepaua + +
SnekTpoHenpomuorpadus +
OcMoTp oKynucTa + +*
AyaunorpamMma + 4%
06wt n 6/x aHanns Kposu + +
[MpumeyaHne:

* yalre 1o MoKasaHUsIM

- K&KObI BUSUT

IIpunoxkenue I'6. 3a60p GMomaTepuasna AJjisi MPOBedEeHMUSI JUATHOCTUKY B
MSTHAaX BBICYIIEHHOV KPOBU

KpoBb cobupaeTcs Ha cTaHAapTHyt KkapTouky-punbtp (N2903),
KOTOpasi MPUMEHsIeTCs ANl CKPUHUHIA  HOBOPOXAEHHbIX B
Poccuiickont ®epepauuu WAKM  @HanOrMUHYl0 ANS  MOSTyYeHus
CyXoro nsiTHa KpoBu. KpoBb MOXET 6biTb, Kak KanuaaspHas (13
nanbua, NsATKK1), Tak U BeHo3Has. BeHo3Has kKpoBb cobupaeTtcs B
npobupKy, akKypaTHO mMepeMelinBaeTcs M 3aTeM 6bICTPO C
MOMOLLbIO NMUMETKN HAHOCUTCA Ha GuAbTp Mo 25-50 MK KPOBK Ha
KaXxaylo BblefleHHyto 061acTb. HeobXxoAMMO XOpoLIo NponuTaTh
BblAeNEHHY 06nactb Ha ¢unbTpe (puc. 1). MpeanoyTUTenbHO

cobupaTtb obpasubl nocne eabl 4epes 40 MuHYT - 1 vac.
BO3MOXHO TaKxe OCyLIecTBUTb 3a60p KPOBU M HaTOLLaK.
Ha «kapTtoyke-unbTpe 0653aTenbHO  JO/MKHbI  ObiTb  4eTKO

yKkasaHnbl OUO, kem W OTKyAa HanpasfeH nauueHT,
poxaeHus n TenedoH nevawlero Bpaya (PUCYHoK 2).
Obpasel, cyxoro nsTHa KPOBW BKNAAbIBAETCA B YMCTbIA KOHBEPT,
nmbo B uuctbii  dann.  KapTouka-dunbTp He  A0NXKHA
conpukacaTbCst C rpsi3HOM MOBEPXHOCTbIO U C obpasuamu Apyrux
nauuneHToB. Heobxoanmo NPUIOXUTb K o6pasuam
MHDOPMUPOBAHHbIE COrMacusi MauueHTa WM €ero  3aKOHHbIX
npeacTaBuTeNeil Ha NpoBeAeHWe NabopaTopHbIX UCCeA0BaHwM

nata

besoe

*  Kannu gonxHs NOAHGCTER NPONHTATE KPyxKW ¢ obpaTHol cTopoHb
*  He kacaiTece 06ACTH, NPONMTANHOMN KPOBEKY

00 00 ¢

PucyHok 1. O6paseL NpaBUIbHOrO HAaHECEHUS KDOBM Ha KapTOuKy-

- - - -
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[lata poompgna [LaTa BT KDOEH Naa
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E-mail spa

Tenedon spraa

Tecr
[Joatpn [ nosne [Jrowe [Jmnct [Juse-ci1 [Jupesis

(] cemeprnsi cxpmomie. Myraumm

duneTp
PucyHok 2. O6pasel kapTouku-tbunbTpa

AJITOpUTM e CTBUIT MeOUIIMHCKOTO MepcoHasia py B3ITUM 06pa3ioB KPOBU

® BBIMBITh PYKU (TUTMEHUYECKUIT YPOBEHbD), HaIeTh ITePUATKA;
* BBIMBITh PYKM MalMieHTa (MATKy pebeHKa, B cJydae, eciiv KpoBb 6epeTcs U3 MSATKN);




e MpoTepeTb 00/aCTh IIPOKAJbIBAHMS CTEPWIbHONM candeTkoii, cMoueHHOi 70% cromuprToM,
MMPOMOKHYTb CyXOli CTepWIbHOV caleTKoi; - IPOKOJIOTh CTEPUJIbHBIM OJHOPA30BbIM
CKapupUKaTOpoMm;

® CHSTH MEPBYIO KaIlTI0 KPOBY CTEPWIbHBIM CYXMM TaMIIOHOM;

® MSITKO HaJIaBUTh J1JIS TTOJTyUYeHMsI BTOPOI1 Karljiu KPOBU;

* TIPUIOXKUTD MIEPIIEHAUKYISIPHO TECT-6J1aHK K Karyie KpOBYM ¥ IMPOTUTATh €T0 KPOBbIO HACKBO3b;

® QHAJOTMYHBIM 00pa30M HAHECTU Ha TecT-OjaHK 6-8 Karesb, BUI MSITeH KPOBU JOJKEH ObITh
OIMHAKOBBIM C 0OEUX CTOPOH.

® BBICYIIUTD TeCT-O/IaHK B TOPM3OHTAILHOM ITOJIOXKEHUY HA YMCTOI 06e35KMPEeHHOI TOBePXHOCTHU
He MeHee 4 U 6e3 MpUMeHeHMs TeIIOBOII 06pabOTKY 1 TTOTaJaHNSI IIPSIMBIX COJTHEUHBIX JTyJelt;

e YIIaKOBaTh TeCT-GJIAHKM B UMUCTbI/I KOHBEPT TaKUM 06pa3oM, uTOOGbI TSITHA KpPOBUM He
COTIPUKACAINC.

OcoGenHocTH Tipu MHGY3MOHHO Tepanun

HekoTopble MamyeHTbl MOTYT IMOJy4YaTh MHQY3MOHHYIO Teparuio, NepenuBaHue KOMIIOHEHTOB
KpPOBM, UTO MOKeT OKa3aThb BJIMSIHME Ha pe3yabTaThl TecToB. Hampumep, npu mepenBaHUU
IJ1a3Mbl KPOBM MOTYT OBbITh IIONyYEHBbl JIOKHO-OTpUIIATebHbIE pe3yabTaThl, TaK Kak
ompeessseMble (epMeHTbI HAXOISTCS B TUIa3Me U B KJIETKaX KPOBU. PEKOMeHAYeTCsT OCYIeCTBUTH
3a60p kpoBu st pepmeHTHON M THK-muarHocTuku He 9 paHee ueM uyepe3 6-7 OHe mocie
nepeyiBaHys M1a3Mbl KDOBU U Uyepes 7-10 mHeli rocse rnepennBaHusi KOMIOHEHTOB KPOBU

He momyckaeTcst 3a60p KpoBU

e (pasy mocjie MpoBeJeHus MaluueHTy MHQY3MOHHOI Tepanuu;
e cpa3sy Iocjie 3aMeHHOT0 IepeyMBaHus KPOBU.

XpaHeHMe U TPAaHCIIOPTUPOBKA GMoMarepuana

O6pa3ipl BBHICYLIIEHHBIX IISITEH KPOBM MOXKHO XPaHUTh B OOBIYHON Kamepe XOIOOWIbHMKA TIPU
+40C o ornpaBkyu. CpOK XpaHeHMs 40 MOMEHTa OTIIPaBKM He AOJ/DKeH IpeBblliaTh 7 gHeii. Ecimn
XPaHUTh JOJIbIlle U MpHU 6osiee BBHICOKON TemIlepaType, TO aKTMBHOCTh epMeHTa Jaske B HOpMe
MOXXET CHMXATBCSI, YTO IIPUBEAET K JIOKHO-TIOIOKUTEIbHBIM De3y/IbTaTaM.



