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SMPDL1 (ot aura. Sphingomyelin phosphodiesterase) — ren chunromuenuadocdoauscrepassr 1,
KOTOPBIN KOJUPYET KUCIYIO CPUHTOMUEIINHA3Y

TepMuHBI U onIpeaeJeHUs
JInzocoMHBIe 00JIe3HH HAKOILIEHHUS — I'pynma HaCJICACTBCHHBIX MOHOI'CHHBIX 3a6OJIeBaHI/II7I,
CBSI3aHHBIX C HApyLICHUEM (YHKIIUH JIN30COM.
(I)epMEHTHaSI 3aMECTHUTE/IbHAA Tepalnusl — JICUCHHUEC, 3aKIIH0YaroIeeCa B IIOKM3HCHHOM BBCIACHUHN

npenapara (peKOMOMHAHTHOTO (hepMEHTa) MalMeHTaM C HaCJICICTBEHHBIM JIe(heKTOM MeTaboIM3Ma.



1. KpaTkas nagopmManus mo 3a00J1eBAHNI0 UM COCTOSTHHUIO (rpynme

3a200J1eBaHUI UJIM COCTOSIHUM)

1.1 Onpenejienue 3a00JeBaAHNSA UJIN COCTOAHNSA (IPYHNbLI 3200J1€BAHNNA UM COCTOSTHMI)

boaesnr Humanna-Ilmka tunma A, B, A/B (nepuumr kucjaoi cpuHroMmmeauHasbl,
OMIM: # 257200 (BHII-A), # 607616 (BHII-B)) — peakoe HaciaeaCTBEHHOE HapyIllIeHHe oOMeHa
BELIECTB W3 IPYMIBI JIM30COMHBIX Ooinesnel HakomieHus (JIBH), nmpu xoropom u3-3a mMaToreHHbIX
BapuanToB reHa SMPD1 Bo3HuKaeT CHM)KEHHE aKTHBHOCTH (pepMEHTa KHCIOW CPUHTOMHUETNHA3HI,
MPUBOJIAIICE K HAKOIUICHUIO C(OUHTOMHETMHA W JAPYrUX JMIHIOB B OpraHax U TKaHSIX: B TICYCHH,
CeJIe3eHKE, KOCTHOM MO3Te, JIETKUX, TUM(PATHUECKUX y3JIaX U LIEHTPAIbHOU HEPBHOW CUCTEME.

Kimuanueckn Bwimensior Tpu (opmbl 3aboneBanus: A, B um A/B. HaumbGonee yactbimu
npu3HakamMu BHII-A SBIISIOTCS TeMaTOCIUICHOMETAIHS B MIIAJICHYECTBE, 3aJCpKKa (PU3NICCKOTO U
IICUXOMOTOPHOI'O Pa3BUTHUS IOCJE Bo3pacTa 6 MecsLEB, a 3aTEM perpecc W norepsi npuoOpPeTEeHHbIX
HABBIKOB BCJIEJICTBUE MPOTrpecCHpoBaHus 3a0oneBaHus. Takke OMUCHIBAIOT YacThIE PEeCIUPATOPHBIE
uH(peKIMU MU JbIXaTenbHyl0 HemoctarouHocTb. BHII-B o0bryHO mposBisercs mo3xke u B Ooiee
MSATKOH (hopMe, TJIABHBIM OTIHUYHEM SBISICTCS OTCYTCTBHE IOPAKCHHUS IICHTPAIBHONW HEPBHOU
CUCTEMBl WJIM €€ MUHUMaJbHOE BOBIeueHHe. Y mamueHToB ¢ BHII cmemannoro Ttuma A/B
HAONIOIAl0T TMPOMEKYTOUHYIO KIMHUYECKYI0 KapTHHY © KpoMe xapakTtepHbix i BHII-B
CUMIITOMOB XapaKTEPHO HaJU4YM€ B PA3HOM CTENEHU BBIPAXKEHHOCTH HAPYIIEHUHl CO CTOPOHBI
LEHTPAIBbHOM  HEPBHOM  CHUCTEMBI, KOTOpPbIE  HE  SBJSIIOTCA  CTOJb  TSOKEJIBIMA |
obicTponporpeccupytomumu kak npu BHII-A.

1.2 JTHoJ0rus ¥ narorese3 3a00J¢BaHHUA MW COCTOSHHUA (TPynnbl 3200J¢BaAHUI WM

COCTOSIHMIA)

bonesnp Humanna-Iluka tuna A, B, A/B (aedunut kucnoi cuHroMuenHa3bl) HaclaeayeTcs

0 ayTOCOMHO-peIleCCUBHOMY THITy. Hammune OnamtensHbIXx BapuanToB reHa SMPD1 mpuBoaut k
3HAYUTEIIPHOMY CHUKCHHUIO aKTUBHOCTH KHCIIOW cuHroMuenuHassl [1]. IToT dhepMeHT HeoOXoaum
JUISL TIOJJICPXKAHUS KJIETOYHOTO TOMEOCTa3a M TMPUHUMAET yYacTHe B Jerpajallid ¥ OOHOBJICHHU
MemOpaH. CpuHromuenun — cyoctpar ¢pepmMeHTa — SIBISETCS OAHUM W3 OCHOBHBIX KOMITOHEHTOB
KJIETOYHO# MeMOpansl. [Ipu pacnane chunromuenuna oopasyrores pochoxomun u nepamus [2], [3],
[4]. CHukeHHE aKTUBHOCTH KUCIOW COUHTOMHUETUHA3BI MPUBOJAUT K HAKOIUICHUIO CUHTOMHEITHHA
M, KaK CJCJICTBUE, K TOSABJICHHUIO HATrPY)KCHHBIX JIMIHJIAMH KIETOK — OOBIYHO 3TO Makpodarw,
OJTHAKO TOPAKEHHUIO IMOABEP)KEHBI WM Apyrue creruduueckue kiaeTku [5]. TIeHuCThIe KIIETKH
MPHUCYTCTBYIOT B KOPE HAAMOYECYHUKOB, MEUYECHHU, CEIC3CHKE, JBIXaTCIbHBIX MYyTAX, TUM(PATHIECKHX
y3nax, koctHoM Mosre [1]. Haumbonee paHHee M BBIpaKEHHOE HAKOIUICHHE COHUHTOMHUEITHHA

HaOmoaeTcss B Makpodarax I€YeHH, CeNe3eHKH, JIeTKMX M KOCTHOro wmo3sra. Hakorenue



CMHrOMHENMHA TaKXXe OTMEYEHO B JAPYrMX TUIAX KIETOK: rematouuTsl U kietkun Kyndepa,
¢ubpoOIaCTHl KOXKH, SHAOTETUATBHBIC U TJIAJKOMBIIICYHBIE KJIETKA COCYAOB, KICTKH NEpUHEBPUS,
[1IBaHHOBCKHE KJIEeTKH, HEUTpoduibl [1]. Pexe mopakeHHbIE KICTKH OOHAPYKUBAIOT B CIIU3UCTBIX U
HOJICJIU3UCTBIX 000JI0UKaX, TOHKOM M TOJICTOM OTAeNax KHIlleyHuka. HarpyxeHHble Iunuaamu
KJICTKH B KOHEYHOM MTOTre He YHKIIMOHAIBHBI U orudarot [1], [5], [6].

I'en SMPD1, xonmupyrommii KUCITyH0 COUHTOMHUENIHMHA3Y, JIOKAJIM30BaH B XPOMOCOMHOM
obmactu 11p15.1-p15.4. B HacTosiiee BpeMsi B MEXIyHApOAHBIX 0a3ax MyTallMid YelIOBEKa OMHCAHO
okoJ10 400 marorenusix BapuantoB reaa SMPD1 [7], [8].

1.3 DnuaemMuoJiorusi 3a00JeBaHNs HJIHN COCTOSTHUS (TPYyNNLI 3200 1eBAaHUM WJIN COCTOSTHUM)

bonesns Humanna-Iluka tuma A, B, A/B (medunur kucioil chuUHroMHeNMHA3bl) — 3TO
MAHATHUYECKOE YIbTpapeaKoe 3a00JeBaHMe, YaCTOTa KOTOPOTO B MHPE OIICHMBAETCS MPHUMEPHO B
1:100 000 - 1 000 000 HOBOpOXACHHBIX. B ompeneneHHbIX 3THUYECKUX Ipynnax HabtonaeTcs 6omiee
BbICOKas yactota - 1:40 000 [2-5].

Cpenu eBpeeB-alllkeHAa3W 4YacTOTAa HOCHUTEILCTBA OIEHMBAETCs B Auamnazone ot ~ 1:100 mo
1:200 Ha ocHOBE CKpHHMHIa Ha Hajau4ue natoreHHbIx BapuantoB BHII-A, pacnpocTpaneHHBIX B ATOI
nonyisiiuu. Tak, MporHo3upyemasi 4acTora 3a00JIeBaHUS CPEIU €BPEEB-alIKEHA3U COCTABISAET OT ~
1:40 000 1o 1:200 000 [9, 10].

B Hacrosiiee Bpemsi mpeanoiaraeTcsi, 4To HeCKOJIbKO Thicsid nanuentoB ¢ BHII tuna A, B u
A/B MOTYT MpOXHBaTh BO BCEM MHpE, UCXOMIS M3 KOJUYECTBA YK€ JHATHOCTHPOBAHHBIX CIydacB

[11]. Jauusie o yactore BHII Tuna A, B u A/B B Poccuu Ha 1aHHBIF MOMEHT OTCYTCTBYIOT.

1.4 Oco0eHHOCTH KOAMPOBAHMS 3200JI€BAHMS WJIH COCTOSHUA (rpynnbl 3a001eBAHUNA WU

COCTOSIHUI) 1m0 MEeKIYHAPOAHOM CTATHCTHYECKON Kjaaccupukanuum O00Je3Hed M npodJem,

CBSA3AHHBIX CO 310POBHEM

MKB-10: E75.2 — JIpyrue cuHroaumnm103s!
MKB-11: 5C56.0Y

1.5 Kaaccuduraius 32001eBaHNSA WJIH COCTOAHUSA (IrPynnbl 3200J1eBAHUNA UJIM COCTOSTHHI).

bonesns Humanna-Iluka tuna A, B, A/B unu nedunut kucnoit chuaromuennnassl (JJKCM)
— XPOHUYECKOE MPOTPECCUPYIOINIee MYIbTUCUCTEMHOE 3a00JIeBaHHE C BapBUPYIOLNIUM CPOKOM
MaHH(ECTAIMu OT MJIAJIEHYECKOTO BO3pacTa 0 B3POCIOTO M TETEPOTCHHOCTHIO KIMHHUYECKUX
MPOSIBIICHUH OT MSATKOH JI0 TepuHaTalbHO-IeTanmbHoi (opmel [2, 3, 4]. B 3aBucumoctu oT
KJIMHUYECKOTO TCUCHHUS BBIICIISIOT 3 TUIIA 3a00JICBaHUS
e bone3ns Humanna-Iluka Tuna A — uHdaaTHIRHAS HEeipoBUCLIEpaTbHas (hopma;

e bonesnbs Humanna-Iluka tTuna B — xponndeckas BuctiepanpHas popma;



e bonesnp Humanna-Iluka tunma A/B  —  XpoHHuUeckas HeWpOBUCIEpalbHas WIH
MPOMEXKyTOYHast popMa, codeTaeT KIMHUICCKUE TPOsIBIICHUS TUIIOB A 1 B.
1.6 Kiamaudeckass KAapTHHA 3200JeBAHUA HWJIH COCTOAHUA (rpvnnbl 3200J€BAHUN MM

COCTOSIHMA)

bosesnr Humanna-Iluka tuma A (BHII-A) sBusercs nHamOonee Tsokenon ¢dopmon

nepunuTa  KUCIOM  CcUHrOMHUENMHA3bl. XapaKTepU3yeTcs TSDKEIbIMH  MPOrPEeCcCUPYIOUIUMU
HEHPOJEreHEPATUBHBIMU  NPOSIBJICHUSIMM HAa  I[E€PBOM  TOJy JKU3HM B  COYETaHUU C
renaToCIUIEHOMETale, OCTAaHOBKOM pa3BUTHS, THIIOTOHUEN U CMEPTBIO, KaK MPaBUIIO, K 3-JIETHEMY
Bo3pacrty [12, 13].

Hns  BHII-A xapakTepHO pa3BUTHE Te€NaTOCIJICHOMErajJud B MIIQJCHYECTBE, MOTEps
IICUXOMOTOPHBIX HAaBBIKOB I0OCJIE 6-MECAYHOrO BO3pAcTa, HAIMYME U3MEHEHHM MaKyibl O TUIY
«BHIITHEBOM KOCTOUKW» [3, 4]. Y OOJBIINHCTBA A€TEH Pa3BUBACTCS T€MATOCTICHOMETAIHSI B BO3PACTe
2-4 Mecsi1eB, 3a KOTOPOU ceayeT MOsABIEHUE HEBPOJIOTHYECKHX CUMIITOMOB B CPEIHEM B Bo3pacte 7
MecseB. [IpakTudecku y Bcex MAlMEHTOB HAOIIOAAETCS CHUMITOMOKOMIUIEKC «BSUIOTO peOeHKay,
OECIOKONCTBO, TPYAHOCTH BCKAapMIIMBAHUS, WHOTAA TOIIHOTA, pPBOTA, auapes, OeCpUUMHHbBIC
MOJBEMBl TEMIIEPATyphl, PECHUPATOPHbIE HApyIIEHUs, HapylIeHUs CcHa. BO3MOXXHO pa3BUTHE
SNWIENITUYECKUX MPUCTYNOB, HUCTarM M CHUXEHHE OCTpoThl 3peHus. K 10 mecsuam craHoBUTCS
3aMeTHa OCTaHOBKAa TCHMXOMOTOPHOTO DPa3BUTHS, a 3aTe€M BO3HUKAeT OBICTPO MpOrpeccupyroiiee
YXYALIEHUE TICUXOPEYEBOr0 U JIBUTaTEJIbHOIO Pa3BUTHSL. MEPECTAIOT yAEP/KUBATH I'OJIOBY, CUAETh U
CaMOCTOSTENILHO TiepeBopaunBaTbesi [13]. Ha BTOopoM roay »Ku3HH peOCHKA CTAHOBUTCSI OUEBHIHON
BbIpaKEHHasi OEJIKOBO-dHEpreTHdecKas: HEeIOCTaTOYHOCTh M 3aJep’KKa pocTta. B TepMHHaIBbHBIX
cragusax 0osie3Hu (POPMUPYIOTCS CHACTUYHOCTD BIUIOTH J0 OMMCTOTOHYCA, OyJIbOapHbIe HAapyIIEHUs,
UCYE3aI0T CYXOXHWIbHBIE peduekchl. JlereHepalyst Makylbl MO THIY «BHMIIHEBOM KOCTOUKH»
oOHapyXHMBalOTCS y OOJBIIMHCTBA NAalMEHTOB K 12 mecsauam. MHorma BcTpeuaeTcst momMyTHEHUE
POTOBUIIBI M1 KOPUYHEBATHIA OTTEHOK MepeHel Karcynbl xpycTanuka. CnabocTh MBIIIL, HapyIIEHHE
cocanusl, HapymeHust co ctopoHbl JKKT npuBoasT kK OTCTaBaHUIO B (PU3UUECKOM Pa3BUTHU. Y BCeX
MJIAJIEHLIEB PA3BUBAIOTCS MIPOTPECCUPYIOLINE PECIUPATOPHBIE CUMIITOMBI N3-3a HAKOIUIEHUS KJIETOK
Humanna-IIvka B aibBEONSIPHBIX MEPEropojKax, CTeHKax OpOHXOB U mieBpe. Taxke pa3BUBAIOTCS
yacTble pecnupaTOpHble HHQEKUNH, KOTOpbIe SBISIOTCS MNPUYMHON TSDKENBIX OCIOKHEHUH €O
CTOPOHBI OpPOHXOJIETOYHOM CHCTEMBI, BKJIIOYas JBIXATEIbHYI0 HEAOCTaTOYHOCTh. (OOBIYHO
HaOII0AaeTCsl MAacCHUBHAas TeNaToCIUICHOMETanHs, W Yy OOJBIIMHCTBA MAIlMEHTOB OTMEYaloT
3HAYUTENIbHOE HapylleHue (QyHKIUN MeuyeHdu. AHOMalibHble J1a00paTOpHbIE MOKAa3aTelH: BBICOKAs
aKTUBHOCTh TeueHouHbIX TpaHcamuHa3 (AJIAT, ACAT), HuM3KUH ypOBEHb XOJIECTEpHUHA,
aUmonpoTensioB Bbicokod twioTHocTH (JITIBIT) W cHMkeHHEe TeMOrIoOMHA W KOJIMYECTBa

TPOMOOLIUTOB [4].



Bose3sns Humanna-Iluka Tuna B (BHII-B) moxxer manudectupoBats kak B AETCTBE, TakK U
BO B3pociioMm Bo3pacte [1, 2, 4]. IIposBnenus 3a6oneBanus npu BHII-B ximHUYeckn reTeporeHHsbI:
0T OECCUMMITOMHOIO TEYEHUs [0 BOBJIEUEHMsS] HECKOJIBKUX cuCTeM opraHoB. CreneHn
MporpeccupoBaHus 3a00JIeBaHUs TAKKE MOXKET 3HAUUTEIbHO BapbUPOBATh.

K kimroueBbIM IpOsiBIECHUSAM 3TOM (popmbl 3a00seBaHMsl OTHOCATCS TeMaTOCITICHOMETrallus,
3ajiepKKa (U3NYECKOTO PA3BUTHUS, CIU3UCTO-KOKHBIA T'€MOpPParduyecKuidl CHUHIPOM, a TaKkKe
(yHKIMOHATBHBIE PACCTPOMCTBA JBIXATENbHOM CHCTEMBI, BBIPAKAIOUIMECS IMOBTOPSIOIIMMUCS
pecnupaTopHbIMU HHPEKIUAME U OABIIIKOMH [3].

CrneHoMeranus SIBJIsieTCSl OJHUM M3 HanOoJiee pacnpoCTpaHEHHBIX MPOSBICHUN O0JIe3HU
(otmeuaercst y 6onee 90% MaMEHTOB) U MPECTABIsACT COO0M paHHUN AMATHOCTUYECKUN MPHU3HAK.
CuUMIITOMBI CIUIEHOMETAJIMM BKJIHOYAIOT O00JIb, YYBCTBO CIABIEHHOCTH U YYBCTBO OBICTPOro
HaceimeHus. CrijieHoMeranusi MOKeT HOCUTh MAacCHBHBIA XapakTep (IPEBBIIICHHE HOPMAalbHOTO
pa3Mepa Oosee ueMm B 30 pa3), IpH ITOM YCUIIUBACTCS PUCK Pa3pbiBa U MOTEHIIMAIHLHO CMEPTEILHOTO
KpoBoTeueHHst. CIUIEHOMETaIHsi MOXET CIY)KUTh MapKepoM TsDKeCTH 3a0oJieBaHHMsS H3-3a €€
KOPPEJSIUK C APYTUMH TIPOSIBICHUSIME 3a00eBanust [4].

[TopaxkeHusi TEYEHHU CBS3aHBI C HAKOIUIEHMEM C(UHTOMHENTNHA B TEMAaTOLMTaX U KIIEeTKax
Kyndepa u nuchyHkimeil meueHu, KoTopas MOXKET MporpeccupoBarh 10 (Gubdpos3a U meueHOYHOM
HenocTatouyHOCTH. bonee ywem y 70% manueHToB oTMeuaercs remaromeranus. Y 88% manueHToB
oTMeyaercs (pudpo3 nmeueHu, B TOM YUClIe MUHUMAaJIbHOM, JIETKOM M YMEPEHHOU CTENEHHU TSKECTH, U
uuppo3 mnedenu. B3pociwie manuenTtsl ¢ BHII-B moaBepxeHbl 3HAUYUTENBHOMY PHUCKY Pa3BUTHUSA
LUppo3a IMEYEHM, MOpTAJIbHOW TUIEPTEH3MH M BAapUKO3HOTO KpOBOTEUYEHMsS. Bo3MoxHO
[IPOrpPEeCCUPOBAHNE TrenaTOMErajiid B LUPpPO3 IEUYEHH, NPU 3TOM CYIIECTBYET PHUCK pPa3BUTHUS
MOpTalIbHON TUIEpTeH3UH U acuuta. Y 50-75% mnauueHToB oTMedaeTcs HapylleHue (QyHKIUU
neyeHn (0Ob9HO oTMevaercs mnoBbimieHne akTUBHOCTH AJIAT u ACAT u KOHIEHTpauuu
ounnpyOuHa).

C BO3pacTOM y NAIMEHTOB YacTO YXY/IIAETCs JIETOYHas (YHKIMS H3-3a allbBEOJISIPHOM
MHOUIBTPALlUU, 4YTO KIMHUYECKH CTAHOBUTCS 3aMETHO B IOJIPOCTKOBOM BO3pacTe WM IOCIe
HACTYIUIEHUs]  COBepLIEHHOJNeTus. HaxomaeHne B aJbBEOJSIPHBIX — HEPEropojkax  KIETOK,
HArpy>KeHHBIX JTUMHAaMHU, BBI3bIBACT HHTEPCTUIHAIBHBIC MOPAKEHUS U HapyIIeHHe razooOMeHa. Y
HEKOTOPBIX MAalMEHTOB B Bo3pacTe 15-20 jeT pa3BUBAIOTCS CEPbE3HBIE PECIUPATOPHBIE MPOOIEMBI,
BKJIIOYasi MOHIKEHHBIM ypoBeHb PO,, 1pIxaTenpHyl0 HEIOCTaTOYHOCTh MPU  HAarpyskax,
OpOHXOITHEBMOHUM M Pa3BUTHE JIETOYHOTO cepaua. [Ipu3Haku MHTEpCTUIMANBHON OO0JIE3HU JETKUX
Habmoxatorcss 'y Oonee yem 80% ManueHTOB MO JAaHHBIM pPEHTreHorpaduu rpyaHOW KIETKH U

KOMIThIOTEpHOM ToMOoTpadun Beicokoro paspemienus (KTBP).



TpomboLuTONEeHNS SIBISIETCS XapaKTepHbIM KIMHUYECKUM MpOsBIIeHHEM (oTMedaeTcs Oolee
yeM y 50% nanueHToB). AHemus, neiikonenus passusaetcs y 20-30% nanuenTos. [lanineHTsl nMer0T
BapuaOEeIbHYIO0 CTENEHb TPOMOOLIUTONEHUH, JIEHKONIEHUH U aHEMUU. DNNU30/bl KPOBOTEUEHUIH MOTYT
BKJIFOYAaTh MTOBTOPHBIE 3MU30/bl HOCOBBIX KPOBOTEUEHUM, & TAK)KE Pa3BUTHCA B PE3YJIbTATE TPABMBbI
WIK B TOCJEONEpallMOHHOM IepHoje (Hampumep, Mociie CTOMAaToJorhdYeckoil omepauuu). bomee
TSDKEJIble KPOBOTEUEHUS BKIIIOUAIOT CYOIypalIbHYIO TeMaToOMY, FeMaTeMe3uC U TeMOTOPAKC.

VY G0NBIIMHCTBA MAIEHTOB OTMEYAIOTCS O0JIb B CIIMHE, KOHEYHOCTSIX WIIM CyCTaBax, a TaKkxKe
3aJlep’KKa pocTa. 3aJep)KKa pocTa Hanbosee BhIpakeHa y MOAPOCTKOB, KOTOPHIE TAKKE MOTYT UMETh
OTCTaBaHUE KOCTHOTO BO3pacTa, COOTBETCTBYIOIIEE OTCPOUYKE Hayaa MoJ0BOr0 CO3PEBaHUS.

VY OGosbIIMHCTBA MALMEHTOB HApYyUICH JUMNUIHBIN Npoduiab (yCTOMUMBBIA HU3KUN ypOBEHBb
JIIIBII y nanueHToB mr000ro Bo3pacTa Ha (POHE BBICOKMX 3HAUEHHUH OOIIET0 XOJIECTEPHHA,
TPUIJIMIEPUIOB, JIMIIONPOTEHI0B HHU3KOM IwioTHOCTH (JITTHII) M AMmonpoTengoB OYeHb HHU3KOM
wiotHoct (JITIOHIT)). AteporeHHsiii Mpoduiib, BEPOATHO, CIIOCOOCTBYET MOBBIIICHHIO CEPICUHO-
cocyamcToro pucka [1].

BoiiensiloT oTAeIbHO NPOMEKYTOUHYIO (popmy 3a0oneBanusi — bosesns Humanna-
IMuxa Tuna A/B, npu KOTOpOIi HAOIIOIAI0TCA COMAaTUYECKUE TIPOsIBICHHUS, XapakTepHbie 1ist BHII-B
U ONKCAHHBIC BBILIE, B COUETAHUU C HEBPOJIOIMYECKUMU HAPYIICHUSMH, ISl KOTOPBIX XapaKTEpPHO
0ojiee TO3/JHEE HAYAIO W MEIJICHHOE IporpeccupoBanue mo cpaBHeHuto BHII-A [4, 15]. V¥
MAlMEHTOB MOXKET HaOII0JaThCcsl JereHepanuss Makyjidbl IO THIYy «BHUIIHEBOH KOCTOYKH» U
nepudepuyeckas Heviponartus [3, 4, 14], npu Oonee TSHKEJIOM TEUEHUU — MBIIIEYHAS TUIIOTOHUSA,

aTaKCus, ClIaCTUYHOCTb U CHMKCHHNEC KOTHUTHUBHBIX q)YHKLII/Iﬁ

2. /IlmarHoctuka 3a00/1eBaHUSI WJM COCTOSIHMA (rpynmbl 3a00J1€eBaHUM WU
COCTOSIHMI), MEIMUMHCKHE IOKAa3aHHUA M NPOTHBONOKA3aHHUA K IPHUMEHEHHUIO

METOA0B THATHOCTUKH

Obpawaem 6nuMaHue, 4mo, CO2NACHO MPeOOBAHUAM K pa3padomke KIUHUYECKUX
PpeKoMeHOayull, K Kaxrcoomy me3ucy-peKomeHoayuy Heooxooumo yKazvléams CUILy peKoMeHoayutl u
0oKazamenvHyro 043y 6 COOMEEMCMEUU CO WKANAMU OYEHKU YPOBHSA  O0CMOBEPHOCTIU
ooxazamenvcms (YI/) u yposus yoeoumenvnocmu pexomenoayuti (YVP). [Ina muozcux mesucoe YV P
u Y]/l 6yoem Huskum no npuyune omcymcmeusi NOCEAUEHHbIX UM KIUHUYECKUX UCCLe008AHUL
8bICOK020 OusatiHa. Heezupas na smo, oHU AGNAIOMCA HEOOXOOUMBIMU INEMEHMAMU 00C1e008aAHUS.
nayuenma OJisk YCMaHos1eHus OUASHO3A U 8b100pa MAKMUKU IeYeHUsL.

Jwnarnoctuka Oone3nn Hwumanna-Ilmka tuma A, B, m A/B ocHoBaHa Ha KOMOWHAIIMH

KJIMHUYECKUX CUMIITOMOB, JAHHBIX aHAMHe3a, JJabopaTopHoro oocnenoBanus [4, 14].



Kpurtepun ycTaHOBJIEHMS JAWArHo3a: CHIDKEHHME AKTMBHOCTH (epMEeHTa KUCION
CUHrOMUENMHA3bl B TISTHAX BBICYIIEHHOW KpOBW/ JIEHKOLMTaX H HAJIWYHE OWaIICIBbHBIX
MaTOreHHBIX BapuaHToB B reHe SMPD1 npu Hanuynu KIMHAYECKUX CUMIITOMOB.

2.1 ’Ka100bL1I M aHAMHE3

ITpu cOope anamHe3a U kanod ciaeqyeT oOpaTUTh BHUMaHHE Ha JII00BIC U3 CIEAYIOINX MPU3HAKOB!
® OTATOUICHHBIH CEMEHHBI aHaMHe3 (HaIW4uMe CIUICHOKTOMUHM WM XapaKTepHBIX I
3a00JIeBaHNsI CHMIITOMOB Y POJHBIX OpaTheB U CecTep, MOATBEPKACHHBIA TUArHO3 Y OJIM3KHX
POJCTBEHHHUKOB, CIy4au JETCKOM CMEPTH B CEMbE, OJIM3KOPOCTBEHHBIN OpaK);
e 3ajepkKa (U3NYECKOTO W/WIM TCUXOMOTOPHOTO pa3BUTHS W/WIM yTpara paHee
PUOOPETEHHBIX ICUXOMOTOPHBIX HABBIKOB;
e Ci1a00OCTh, MOBBIIICHHAS YTOMIIIEMOCTb;
® yBEJIMYEHHE )KMBOTA B pa3Mepe 3a CYET CIUICHOMETaJ MY MIIH I'eNaTOCIICHOMET aJINY;
® YaCThIC PECIUPATOPHBIC HH(EKINH;
® TIOBTOPSAIOLIMECS KPOBOTECUEHUS, HAIPUMEP, HOCOBBIE;
®  OJIBIIIKA, SITU30/IbI 3aTPYAHEHHOTO JBIXaHHS,
® TIPEIIECTBYIONIAS CIUIEHAIKTOMUS (TIOJTHAS MITM YaCTUYHAS).
KanoOb1 1 aHaMHE3 TaKKe OMHMCaHBI B pa3/ieNie «KJIMHUYECKast KapTHHAY.

2.2 duzukajabHoe 00cae10BaAHHE

B xnuHWYeckuii OCMOTp CIieAyeT BKIIOYATh U3MEPEHHE POCTa U MACChl TeJa, TEMIIePaTyphI
tema (A02.30.001 Tepmomerpust o00I1ast), OIEHKY COCTOSHHS KOCTHO-CYCTaBHOW CHCTEMBI,
BBISIBJICHHE TIPU3HAKOB FeMOPPAruueckoro CHHIpoMa, obpaiias ocoboe BHUMaHKHE Ha MalIbIIaTOPHOE
(A01.30.011 TIlampmarms  TepameBTHueckas) u  mepkyropnoe  (A01.30.016  Ilepkyccus
TeparieBTUYECKAsl) MCCICIOBAHUE MEYCHH M CEJIC3CHKH, HEBPOJIOTHUSCKHH OCMOTp, UCCIICIOBaHHE

JbIXaTenbHoM cuctemsr [11-16].

le/I oCMOTpE H006X0)II/[M0 OﬁpaTI/ITb BHUMAaHHUE HA CJCAYIOIMEC KIIMHUYCCKHUE MTPOSABJICHUN

BHII Tuna A, B, A/B:

— CIUICHOMETaJlus,

— remnaromeraius,

— MBbIIIEYHAs TUIIOTOHUS;

— 3aJep)kka (pU3NYEeCKOro pa3BUTHS;

— 3a/iep’KKa ICUXOMOTOPHOI'O Pa3BUTHS M yTpaTa HaBBIKOB — 0CO00 BBIPA)KEHA y MAI[UEHTOB C
BHII tunma A, meHee BblpaxkeHa ¢opma y manueHtoB ¢ BHII tunma A/B, yTpara HaBBIKOB Yy
nauuenToB ¢ BHII tua B He HaGmaronaeTcs;

— TIeMOpPparu4ecKuii CHHJIPOM,;
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— OJBIIIKa,

—  YTOMJISIEMOCTB;

— JIereHepanysi MaKkyJjbl IO TUITY «KpAaCHOW BUIIHEBOM KOCTOUKW» (xapakTtepHo st BHIT tuna
A, pexe nipu tune A/B).
ITonpo6HO naHHBIE PU3MKATIBEHOTO 00CIE0BaHUS ONIMCAHBI B Pa3/iele «KIMHUYECKash KapTHHAY.

2.3 JlaGopaTopHbIe IMATHOCTHYECKHE MCCJIe10BAHNS

J Pexomenayercst ompeneneHue aKTUBHOCTH  KHCIIOM  cuHromMuenuHazbl B  MATHAX
BBICYIIICHHOW KPOBW WJIM JICHKOIMTAX MepuepruuecKoil KpOBH BCEM MAIMEHTAM C KIMHHYECKUMU
nposinerussmu BHIT tuna A, B, A/B ¢ uenbto Bepudukammu nuarsosa [4, 17].

Yposenb yoenuteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB — 5)
Kommenrtapuu: npu noodospenuu Ha oonesnv Humanmna-Iluxa muna A, B, A/B (Oedpuyum xucnoii
cpuneomuenunasvl) credyem npogooums UCCIeO08anue aAKmusHocmu ¢epmenma. B nacmoswee
8pems onpeodeienue AKMUBHOCMU (hepmenma uauje NPoGOOUMCS NO HNAMHAM CYXOU KpO8U C
ucnonv3osanuem memooa marnoemtou macc-cnekmpomempuu (TMC). Ilpeumywecmeamu OanHoU
MemoOuKU AGIAIMCA MUHUMATIbHblEe Mpebosanus K 3a00py Kpou Ha ucciedosamue, 00Ccmaske u
XpaHenuio 61Uo00opazyos, cneyuguuHocms, ObICMPOMA GLINOIHEHUSL U BO3ZMONCHOCTb UCNOIb308AHUSL
mamepuana 0Jist nO8MopHo20 ucciedosanus [4, 17, 18].

. Pexomenayercst omnpeneieHre BapHaHTOB T'€HOB B oOpaslie OMOJIOrMYECKOro Marepuana
JIPYrOM WM HEYTOYHEHHOM, HEKJIACCU(DHUIIMPOBAHHBIE B JIPYTHX PYyOpPHKax, METOJOM TapreTHOTO
BBICOKOIIPOU3BOJIUTENIPHOTO ~ CEKBEHHPOBAHMSI  W/MIM  METOJOM  BBICOKOIPOM3BOAUTEIHHOTO
CeKBeHUpOBaHUs (BBISBIICHHE OMAUICIbHBIX MATOreHHBIX BapraHToB rena SMPD1) BceMm marueHTam
¢ xuHuueckumu npossienussMu BHIT tuna A, B, A/B u/unv CHU)KEHHON aKTHMBHOCTBIO (pepMeHTa
KHCIIOW COUHTOMHEIMHA3bl B KPOBU C IICJIBIO TOATBEPXKJICHUS JWArHo3a W YTOYHEHUS THIIA
3abonesanus [17, 19].

YposeHnb yoenuresbHocTH pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTeIbCTB — 5)
KommenTapuu: uccrnedosanue npogeooumcsi npu ycmanoeienuu ouacnosa. Heobxooum npuem
(ocmomp, KOHCYTbmMAayus) 6pava-ceHemuKa nNepeudnblli U HOBMOPHLIL C UYelblo OnpeoeneHus
MAKMUKU MOJIEKYIAAPHO-2eHEeMU4eCcKol OUa2HOCMUKY, a Makadce 01 UHmepnpemayuy noay4eHHsix
pe3yromamos. Monexynapro-eenemuueckasn ouasnocmuxa 6onesnu Humanna-Iluka muna A, B, A/B
(Oegpuyuma Kucnol cguneomuenrunaszvl) no36o0.saem OOHAPYICUMb KAY3AMUGHbE BAPUAHMbBL 2eHA
SMPDL. B pside ciyuaes Ha 0oCHOBAHUU 2eHOMUNA B03MOICHO NPOSHOZUPOBAHUE MANCECTIU MeYeHUs
oecpuyuma xucaou cgpuneomuenunaswl [10]. B pedkux ciyuasx xayzamusnvie sapuanmol He yOaemcs

06Hapy9fcumb cmaHdapmemu Memodamu, maxK Kaxk OHU mocym nonaoams noo OcpaHUu4erHus
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Memooos, umo modcem mpebosams nposedeHUss OONOIHUMENbHBIX UCCIe008AHUN 8 1aD0PaAMOopusx
9KCNEPMHO20 YPOBHSL.

° PexoMeHnayeTcsi BceM malnueHTaM ¢ KiuHUYeckuMu mposisaeHussimu BHIT tunma A, B, A/B
orpeesieHue KoHIeHTpauuu Ju3ochunromuenuna (Lyso-SM) B KpoBU 10 Havasia JICUCHUS U JIJIS
MOHHUTOpPHUHTa TEPAIKK U TPOTPecCUpoBaHus 3aboseBanus [4].

YpoBeHb yoenuTeibHOCTH pekoMeHaanuu C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB — D)
KommeHnTapuu: s psoe ciyyaes onpeoenenue xonyenmpayuu Lyso-SM u Lyso-SM509 g xposu
Modcem Oblmb mecmom nepeoll IUHUU 00 NPOBeOeHUs USMEPEHUs AKMUBHOCTU (hepMeHma KUcioll
chuneoMUeUHA3bl ULU 8 COUeMAaHUU ¢ HUM OJis1 QuasHocmuku oonesnu Humanna-Iluxa muna A, B,
A/B (Oepuyuma xucnoii cgpuneomuenunasst). Ilosvruenue Lyso-SM509 6 kposu y nayuenmos ¢ FHIT
muna A, B, A/B menee svipasceno, wem npu bHII muna C.

° Pexomenayercst BceM mainueHTaMm ¢ kinHudeckumu nposisienusimu BHIT tuma A, B, A/B
MPOBEACHUE OOMIETO (KIMHUYECKOT0) aHaJIh3a KPOBH PA3BEPHYTOTO (MCCIIEIOBAHUE YPOBHS OOIIETO
reMOTJIO0MHA, SPUTPOIUTOB, JEHKOIIMTOB, TPOMOOLIMTOB B KPOBH, THU(PPEPESHIMPOBAHHBINA MOICUYET
JeUKOIMTOB (JIelikonuTapHas (opmyna), ompeneneHue cpeanero coaepkanus (MCH) u cpenneit
KOHIIeHTpauuu remoriobuna B ospurpormrax (MCHC), wuccrienoBaHue CKOPOCTH —OCEHaHHUS
SPUTPOLUTOB) JUIS OIECHKH OCHOBHBIX ITAPAMETPOB KPOBETBOPEHHUS C MEIbI0 CBOSBPEMECHHOTO
BBISIBJICHHSI QHEMHH, TPOMOOIIMTOIICHHH, JCHKOINCHUH, HAJUYHUS BOCHAIHMTEIBHBIX MPOIECCOB H
KOHTpOJIsI TeparneBTuueckoro adpdexra [4, 17, 20, 37].

Yposenb yoenuresnbHocTn pekomenaanuu C (ypoBeHb J0CTOBEPHOCTH 10KA3aTeIbCTB — 4)
KommenTapuu: uccreoosanue nposoosm ne pedice, uem 1 pas 6 3 mecaya unu yawje, no NOKA3AHUAM.

YV 6onvwuncmea nayuenmos c 6oneswvro Humanna-Iluxa muna A, B, A/B (Oedpuyumom xucnoti

cpuneomuenunasvl) HabaroOaemcs, mMpoMOOYUMONenUs, y HeKOmMopvlX — aHeMus, NeUKONneHus u
HeUumpOneHusl.
. Pexomenayercs Bcem manueHTam c nopospenueM Ha BHII tuma A, B, A/B mpoBenenue

aHamM3a  KpPOBH  OMOXMMHYECKOTO  OOIIETepaneBTUUECKOro  (OmpesieNneHHe  aKTHBHOCTH
aTaHMHAMUHOTpaHCcepas3bl, acmapraraMUHOTpaHChepa3bl W MIENOYHOM QocdaTasbl, omnpeaeacHue
ypoBHsS 0oO0mmero OunupyOuHa, anp0ymMHHA B KPOBH, XOJIECTEpHHA, XOJIECTEPUHA JUIOMPOTEHHOB
HU3KOW IUIOTHOCTH, XOJIECTEPUHA JIUIIOPOTEHHOB BHICOKOW TIOTHOCTH, TPUTIHLIEPUIOB B KPOBH), a
TaKxke uccienoBanue ypoBHs 25-OH ButamuHa /| B KpOBH C LIENbIO BBISBIEHUS COOTBETCTBYIOIIMX
HApYIICHU U CBOEBPEMEHHOW KOPPEKIIMH, MpoBeAeHus TuddepeHimanbaoi nuarnoctuku  [4, 20,
37, 38, 39].

YpoBenb yoenureabHocTn pekomenanuu C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEIbCTB — 4)
KommenTapum: uccredosanue npogoosam ne pedice, uem 1 pas 6 3 mecaya unu uawje, no NOKA3AHUAM.

Axmuernocmo «NeYeHOUHbIX) Gepmenmos (ananunamunompancgepasoi,
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acnapmamamunompancgepaszvl u wjerounou gocgamasel), a makxce oobwuli OurUpyOUH Mocym
ObIMb NoGvluleHbl y nayuenmos ¢ boresuvto Humanna-Iluka muna A, B, A/B (degpuyumom xucnoii
cpuneomuenunasol). AHOMANbHLIN (AMEPOSEHHBIN) NUNUOHBIL NPOPUIL HACMO BCMpedaemcs y
nayuenmos ¢ BHII muna A, B, A/B , naubonee wacmvimu OMKIOHEHUAMU SGISAIOMC NOBbIUICHUE
VPOBHS MpuIuyepuoos,u ooue20 xoiecmepuna, a makadice cHudceHue yposHs xonrecmepura JIIIBIT
[4].

° PexoMeHnayeTcsi BceM ManueHTaMm ¢ KauHUYeckuMu nposisieHusmu bHII tuma A, B, A/B u
MpU3HAKAMU [UPpO3a TMEYeHH C TICUCHOYHOW HEIOCTATOYHOCTHIO HCCIICIOBAaHUE TOKa3aTesei
KOaryJiorpaMMbl  (OpHEHTHUPOBOYHOE HCCJIEIOBAaHUE CHCTEMbl TI€MOCTa3a): aKTHMBHUPOBAHHOE
4acTUYHOE TPOMOOIUIACTUHOBOE BpEMs, OIpeleleHHe MPOTPOMOUHOBOrO (TPOMOOILIACTHHOBOIO)
BPEMEHH B KPOBU WJIM B TUIa3Me, TPOMOMHOBOTO BPEMEHH B KPOBH, OIPEICICHHE MEXTyHAPOIHOTO
HopMaiu3oBaHHoro otHomieHus (MHO), akruBHoctu antutpom6OGuna III B kpoBu, uccienoBaHue
ypoBHS GUOpUHOTEHA, ompeselieHne KOHIeHTpanuu Jl-nuMepa B KpOBH) M HCCIEAOBAHHUE YPOBHSA
aMMHaKa B KPOBU Ji1 paHHEH MPOPUIAKTHKU MPU3HAKOB MEUYEHOYHOH SHIE(DATONaTUH U OICHKU
byukiuy neuenu [4].

YpoBenb yoenuteabHocTH pekoMeHaanun C (ypoBeHb 10CTOBEPHOCTH 10Ka3aTeILCTB — 5)
KomMmenTapuu: 6uoxumuueckue u eemamonocudecKue OmKIOHEHUs. pACHPOCMPAHEHbL y NAYUEHMO8
¢ BHII, nosmomy oOanHble ucciedo8aHus HeoOX0OUMbl KAK HA UCXOOHOM YpO8He, MAaK U C
Ppe2YIApHbIMU UHMEPBANamMU npu HaOIt00eHuu 8 OuHamuxe. HMcciedosanus nposoosam He pedice, uem 1
pasz 6 3 mecaya unu dawje, no NOKazanusm [4].

o He pexoMenayercsi B KadecTBe MEpPBOM JMHUU JUATHOCTHKU JETSIM C KIMHUYECKUMHU
npossieHusmMu BHIT tuna A, B, A/B mopdonornueckoe ncciegoBaHiue KOCTHOTO Mo3ra (IaToJoro-
AHATOMHYECKOE HCCICIOBAHUE OMOMCHUIHOTO (OMEPAIMOHHOI0) MaTepHajia KOCTHOIO MO3Ta) WU
MeyeHu (MaToJIor0-aHaTOMUYECKOe HCCIIeIOBaHUE OHOMCUHHOTO (OMepalMoHHOr0) MarepHana
MEYECHH) B CBSI3M HHBA3WBHOCTHIO TPOLEAYPHl M BBICOKMM PHUCKOM JIOKHOOTPHUIIATEIBHBIX
pe3ynbTatoB [4].

Yposenb yoenuteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10Ka3aTeJIbCTB — 5)
KommenTapuu: yacmo smo uccnedosanue Ha3Ha4warom 63pociviM NAYUeHMam npu nooo3peHuu Ha
oHKONI02UYeCKUe 3a001e8aHUsl 8 Cayuae HeOOBACHUMOU ChieHoMe2anuu. B xocmuom mo3zee
nayuenmos ¢ BHII muna A, B, A/B mooicno obnapyxcums nenucmole maxpogacu u/uiu, max
Hazvieaemvle, «201yovie eucmuoyumvly. OQOHAKO MU KIemKU Hecneyuguunvl, NOCKOIbKY OHU
Makaice CMpeyamces npu Opy2ux IU30COMHbLIX OONIE3HAX HAKONAEHUs, MAKUX KaK 0euyum KUciou
qunazel uau 2anenuo3udoz-GMI1 u opyeux cocmosnusx. Buewnuii 6uo u ceoilicmea oKpawusanus
IMUX KIEeMOK MO2Ym NPUBOOUMb K HEBEPHOMY OUA2HO3Y, MAK KAk, Hanpumep, CXOOHO MO2Ym

gvrensioems «xknemxu Iowey [4].
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2.4 HNHCTpYMEHTAJIbHBbIE INATHOCTHYECKHE UCCIEI0BAHUS

o PexoMeHnayeTcsi BceM malnueHTaM ¢ KiuHHUYeckuMu mnposisaeHussmu BHIT tuma A, B, A/B
MIPOBEJICHUE  MAarHUTHO-PE30HAHCHOM  ToMorpaduud  OpraHoB  OpPIOIIHOM  MOJIOCTH  W/WIH
yABTPA3BYKOBOI'O HCCJICIOBAHUS OPraHOB OpIOIIHOW TMOJOCTH (KOMIUIEKCHOTO) C  IIEJIBIO
OTIpEICIICHUsT MCXOIHOTr0 pasMepa/o0beMa OpPraHOB W BBISBJICHUS HMX OYAroBbIX IMMOPAXCHUU IPH
MIOCTAHOBKE JMarHo3a, a TakKe C IEJIbI0 MOCIEAYIONIEro KOHTPOJISi COCTOSIHUS BHYTPEHHUX OPTaHOB
u oueHku 3¢ dexkruBHoCcTH Tepanuu [4, 14, 17, 37].

YpoBenb yoenuteabHOCTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB — D)
KomMmenTapuu: npogederue 0annulx uccieoosanuil Heobxooumo 0Jist OnpeoesieHus pasmepos neueHu
U cene3eHKuU, onpeoesienus ouamempa 60POMHOL U Cele3eHOYHOU 8eH, HAIuYUs cmeamosa, pubposa
UMY Yyupposa nedeHu, Kaibyugukamos HAONO4euHuUKo8, a makice OYeHKU meyeHus 3a001e8aHus u
nocnedyroueco KoHmpoasa 3¢gexmusnocmu epmenmuoi 3amecmumenvHou mepanuu. Yacmoma
onpeoensiemcs COCMoAHUeM nayuenma, Ho He pedce 1 pasa 6 200 nocie yCmauogieHus OUacHo3d.
lna xommponsa sghghexmusnocmu pepmenmuou 3amecmumenvroti mepanuu (D@3T) uyacmoma
npogedenus: 1 pasz 6 6 mecayes npu Hauaie mepanuu, oaiee — 8 cpeonem I paz 6 200. Hapxos
npoeoouUmcs no NOKA3AHUAM (KOMOUHUPOBAHHBIU UHRANAYUOHHBIU HAPKO3 (6 mMoM uucie ¢
NPUMEHeHUEeM KCEHOHA), KOMOUHUPOBAHHbIL IHOOMPAXEATbHbII HAPKO3).

° PexoMenayercsi marmuentam ¢ kiuHuueckumu mpossieHusmu BHIT tuma A, B, A/B
MPOBEJICHUE PEHTIeHOTpaUU JICTKUX WM KOMITBIOTEPHON TOMOTpauu OPraHOB TPYAHON TOJOCTH
JUTS1 TUATHOCTUKY M KOHTPOJISE COCTOSIHUSA JIETKKX [4].

Yposenb yoenurenbHocTn pekomenaanuu C (ypoBeHb J0CTOBEPHOCTH J0KA3aTeIbCTB — 5)
KommenTapuu: npu nanuuuu nopasxcenus 1é2Kux uccied08aHus npogoosimest 6 OUHAMUKe, 4acmoma
onpeoensiemcs UHOUBUOYATILHO.

° Pexomenayercsi marmuentam ¢ kiuHuueckumu mpossienusmu BHIT tuma A, B, A/B
uccienoBanre (PyHKIMM BHEITHETO JbIXaHUs (MCCIeIOBAaHUE HECIPOBOIMPOBAHHBIX JBIXATCIBHBIX
00BEMOB M MTOTOKOB) JJIsl OIEHKU (DYHKIIUH JIeTKux [4].

YpoBensb yoenuteabHocTH pekoMenaanun C (YypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbLCTB — D)
KommenTapuu: npu nanuuuu nopasxgcenus 162KuUx uccie008anus nposoosamces 6 OUHAMUKe, 4acmoma
onpeoensiemcst UHOUBUOYAIbHO

. Pexomenayercs nauuentam ¢ BHII tuna A, B, A/B npu Hanuuuu npu3HaKoOB MOPTaIbHON
TUIEPTEH3UH, MPOBEIeHUE 730(haroracTpoyoJeHOCKONMU C TIIeNIbI0 OLIGHKH COCTOSIHHS BEH

nuieBoa u xenynaka [40-42].
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YpoBenb yoenuteabHocTH pekoMeHaanun C (YypoBeHb JT0CTOBEPHOCTH 0KAa3aTeIbCTB— 4).
KomMmenTapumu: ucciedosanue nposoosm y nayueHmos ¢ YUppPo3oM NeyeHu, NPUsHaKamu
NOpMAnbHoOU cunepmen3uu OJisl OYeHKU CMeneHu 8apuKo3HO20 PACUUPEHUs 6eH NUWEe800a U Y2pPo3bl
KpOGOmeyeHus..

. Pexomennyercss namuentam ¢ BHII tuma A, B, A/B npu Hanmuumu npusHakoB ¢ubOposa
[ICUCHH, TMPOBEACHHE 3JACTOMETPHHM TICYCHH C I[EJbI0 KOHTPOJSI COCTOSHHS TieueHu [4].
YpoBenb yoeautTeabHocTH pekomMeHnanmuu C (YpoBeHb J0CTOBEPHOCTH A0KA3aTeJbCTB— D).
KommenTapuu: sracmomempus neuenu aeisiemcsi HEUHBA3UBHOU YIbMPA38YKOGOU MemOOUKOU
onpeoeyieHusi NIOMHOCMU NAPEeHXUMbl neueHu. M3meHeHue NIOMHOCMU Op2aHa — OOCMOBEPHbIl
UHOUKAMOP UBMEHEHULl COCMOAHUS NAPEeHXUMbL NeYeHU U NPO2peccupo8anus Guoposa.

° Pexomennyercs mauuentam ¢ BHII tuna A, B, A/B npoBenenue peHtreHorpadguu Kuctei u,
U HAa OCHOBAaHMM TIOJIYYEHHBIX pPE3YNbTaTOB, PEHTTCHOJECHCUTOMETPUM MOSICHUYHOIO OTHEeja
MMO3BOHOYHUKA Il OIEHKM KOCTHOTO BO3pacTa BBISIBICHUS MPU3HAKOB CHIIKEHUS MHHEPATbHOMN
IUIOTHOCTH KocTHOM TKanu (BMD) [4, 34].

YpoBeHb y0eIUTEIbHOCTH peKoMeHJAanuu B (YpoBeHb J0OCTOBEPHOCTH J0KAa3aTeJIbCTB — 3).
KommeHnTapuu: 0eoiinoe penmeenosckoe abcopdoyuomempuieckoe CKaHuposanue O UdMepeHus
MUHepanbHo2o codepaicanus kocmuou mxaunu (BMC) u munepanvroti niomHocmu KOCMHOU MKAHU
(BMD)  oemoncmpupyem, wmo y  Oemeil  HAOMOOAEMCS — 3HAYUMENbHOE  CHUNCEHUE
cKoppekmupogantnozo cpeone2o BMC u BMD 6 noscnuuunom omoene no360HOYHUKA, MaA300e0peHHOM
cycmaee u uletike OeOpeHHOl KOCMU NO CPABHEeHUI0 C 2PYNNOU 300P08bIX Ul COOMEEMCmMEYIue2o
so3pacma. Kpome moeo, y é3pocavix ¢ BHII muna B mooicem dvimb ocmeonenusi uiyu 0Cmeonopo3s 8
OOHOM UNIU HECKOJIbKUX MeCmax 6 coomeemcmauu ¢ kiaccuguxayuei BMD Bcemupnou opeanuzayuu
30pagooxpanenus [34]. Taxum obpasom, nopadxcenue ckerema modcem Ovims npuznaxom BHIIL
Iayuenmur ¢ BHII muna B u A/B mo2ym noogepeamucs nOGbIUEHHOMY PUCKY PA36UMUSA KIUHUYECKUX
OCJIOJICHEHUU, CBA3AHHbIX ¢ ocmeonenueu u ocmeonopozom. lemu ¢ BHII maxowce mocym umemo
HU3KUe nokasamenu Z-score niomuocmu xocmuou mxanu. Ilamonozuueckue nepenomwvl Obliu
3ape2ucmpuposansl Y HEeKOmopwulX Jauy ¢ maxcerou gopmoi 3aboneeanus. B osmoii  cepuu
uccnedosanuii 'y 43% e6cex nayuenmos 6 anamHeze OvlLiU OOUH UIU OONlee NepeloMos cKelemd,
HeKomopble U3 KOMOPbIX 8 aHamMHe3e Obliu NAMmosocUdecKUMY. Imu OaHHble C8UOemenbCmEyIom O
mom, ymo obcredosanue ckeiema, 6KII0YAs OeHCUMOMEMPUIO NOACHUYHO20 Omoela NO360HOYHUKA
HA OCHOBAHUU KOCHMHO20 803pACMA, C YACMOMOU NPOBEOeHUs IMO020 UCCIe008AHUs, ONpedesieMot
pesyibmamamu U KIUHUYECKUM COCMOAHUEM NAYUueHmd, OOJHCHO OblMb UYACMbIO KIUHUYECKO2O

obcnedosanus nayuenmos ¢ bHII [4, 34].
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Pexomenayercs marmentam ¢ BHIT tuma A, B, A/B mposenenne snextpokapauorpadpun (OKI),
axoKapauorpapuu c EJTBI0 KOHTPOJIS COCTOSIHUS cepama [4, 21, 37].
YpoBenb yoenuteabHOCTH pekoMenanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJIbCTB— 4).

2.5 UHble AMarHocTHYECKHe UCCIEI0BAHNSA

. PexoMenayercsi mamueHtam ¢ KiuHW4Yeckumu mposisienusmMu BHIT tuna A, B, A/B mpu
MIOCTAHOBKE JMarHo3a MPUMEHSTh MEXIUCUUIUIMHAPHBIA MOAXOA B BHJY TOr0, 4TO 3a00JieBaHUE
XapaKTEePU3YIOTCS MOPAKEHUEM MHOTHUX OpPraHOB M CHUCTEM, TpeOyeT KOMIUIEKCHOW Teparuu, 4YTo
JUKTYET He0OXOAMMOCTh COBMECTHOI'O BEJICHHUS MAIIMEHTA CIICIHATUCTAMHU pa3HbIX Tpoduieii [4, 14,
16, 17, 20].

Yposenb yoeauteabHocTH pekoMenaanuii C (ypoBeHb 10CTOBEPHOCTH 10KA3aTEJIbLCTB — D)
Kommenrapuu: nayuenmam ¢ BHII muna A, B, A/B mpebyemcs npuem (ocmomp, Koucyibmayus)
8paua-ouemonoea, 8pava-Hesposo2d, 6paia-opmanbmonoed, 8pava-mpaeMamonoea-opmoneod,
8paua-kapouonoza/  8paua-o0emcko20  Kapouoiozd,  8paya-nyibMoHON02d,  8paAYdA-CYpPO0I02a-
OMOPUHONAPUH20NI02d, BPAYA-NCUXUAMPA, 8PAYA-NCUXUAMPA OEMCKO20, 8paAia-2acmpodnmepooad,
8paua-eemamonoca/ 8paia 0emcKo20 OHKOJ02a-2eMamonozd, epada-neouampa/ epava-mepaneema/
8paya odbwel Npakmuku (cemeuHo2o 8pava), 8paua-ceHemuKa nepeuyHvle U NOBMOPHblE, Npuem
(mecmuposanue, KOHCYIbMAayus) MeOUYUHCKO20 NCUXO0N02ad NEPBUYHbIL U NOGMOPHBIU, A MAKHKCe
8pauell Opyeux cneyuaibHocmell, UMerwWux onvlm gedeHus nayueHmos ¢ oonesnvio Humanna-Iluxa
muna A, B, A/B, 6 3asucumocmu om KIUHU4eCcKou cumyayuu. B orcusneyepooicarowux cocmosHusx
HeobXo0UMo yyacmue 8paya-aHecme3uo02a-peaHumamonosd.

2.5.1 InddpepenunaibHasi ANATHOCTHKA.

['enarocmieHOMeranust sIBISIETCS PacpOCTPAaHEHHBIM CHUMIITOMOM Y MAIIMEHTOB ¢ OOJE3HBIO
Humanna-Tluka tuna A, B, A/B, npuuém nopakenne neueHu ocooenno Beipakeno npu bHII tumna B,
npuBos K Gpubpo3y u muppo3y. [loBeiieHre ypoBHS IEYEHOYHBIX TPaHCAMUHA3 Ha PAHHUX CTaUsAX
00JIe3HU YaCTO SBIISAETCS MTOBOJIOM OOpAIIeHUS MalMEHTOB K BpauyaM-TaCTPOIHTEPOJIOTaM.

JuddepeHunanpHblii JUarHo3 MOXKET BKIOYaTh OHKOJOTHYECKHE 3a00JIeBaHUSA C yUETOM
CIUICHOMETAJIMU U IUTONCHUH, TIEPBUUYHBIC 3a00JI€BaHUs TICUCHH, TaKUE KaK KUPOBast AUCTPOUs
MEeYeHH, ayTOMMMYHHBIE 3a00JIeBaHMs, TEMaTUT B W KPUNITOTEHHBIM IHUPPO3, a TAKXKE NIPYyrue
JTU30COMHBIE 0O0JIE3HH HAKOIJICHHS, BBI3BIBAIOININE 3HAYUTEILHYIO TeMaTOCIIEHOMETAINIO, BKITFOYAs
6onesnr lome, nedunur nuzocomHoi kucmodt nwmnazel  (AJIKJI) u  BHIT Tunma C,
MYKOTIOJIMCAXapUI03bl.

doxanpHBIC TTOPAKECHUSI TIEYEHU W BHE3AITHOE YCWJICHHE CIICHOMETAIMA MOTYT YKa3bIBaTh
Ha MH(EKIINIO WIK pa3BUTHE MOPTAIBHON runepreH3uu [17].
CMmemianHas TUCIUNUAIEMHUS TaKKe 4acTo HAO0IaeTcs y MalueHToB ¢ 0one3npto HumanHa-

[Muka tuna A, B, A/B u Moxer ObITh BbISBIEHA NpU JaOOPAaTOpHBIX oOcienoBaHUsAX. JIMmuHbIHi
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npoduiab OOBIYHO XapaKTepU3yeTCs TMOBBIMICHHBIMH YpoBHsAMHU xosiectepuHa, JITTHIT u JITTOHIIT
XOJIECTePHHA, TPHUIIIUIEPUIOB U CHIKeHHbIM ypoBHeM JIIIBIT xomectepuna [21-23]. Cxommsiii
JUTUIHBIN POQIITE MOKET HaOMI0qaThCs U PpH Aedunute Tu30coMHon kuciao aumassl (JIKJT).
Xots y HekoTopbhix mamueHToB ¢ BHII tuma A, B, A/B moryTr oTcyTcTBOBaTh pecrnupaTOpHBIE
CUMITOMBI, OOJIBIIMHCTBO HMEET HapylmeHus (YHKIUU AbIXaTeIbHOM CHUCTEMBI C IpHU3HAKaMU
MHTEPCTHLUAIBHOTO 3a00jieBaHus JIeTKuX [24]. Y HEKOTOpPBIX B3POCIBIX MANUCHTOB KIMHUYCCKHE
MIPOSIBIICHUSI MOTYT OTPAaHUYMBATHCA TOJBKO MOPAKECHHEM JIETKHX, pacimupsis AuddepeHInaIbLHO
JMarHOCTHUYECKUN MOUCK B CTOPOHY MH(EKIIMOHHBIX, ayTOUMMYHHBIX 3a00JIeBaHUN U XPOHUYECKUX
pecrupaTopHbIX 0OJIC3HEH, TaKuX Kak MyKoBUCIH03 [25]. 3aboneBanus nerkux mnpu BHIT tuma A,
B, A/B xapakTepu3ylTcs KOMIUIEKCOM MPOTPECCHUPYIOMIMX MaTOPU3NOIOTHICCKUX H3MCHCHHIA,
BKJIFOYAsT HAKOIUICHHWE JIMIHJIOB B Makpodarax aabBEOJIIPHBIX NEPEropoJIOK, CTCHOK OpPOHXOB W
wieBpsl [26].

HuddepenunanpHas AMArHOCTUKA TMPU TOPAKEHUU JETKUX U TeNaTOCIJICHOMEraluu
BKJIFOYAET OOJIBIION CIIEKTp 3a00JieBaHWM, Takux Kak Oosie3nb [ome 2 u 3 Tuma, MyKOBUCITHIO3,
nepuut anbda-1 aHTHTPUTICUHA, TUCTUOIMTO3, CApPKOUI03, WIAHONATHYCCKHUNA JIETOYHBIH (HUOpPO3,
QJIbBEOJISIPHBII MPOTEUHO3, MIJIMAPHBIN TYOepKYJie3 JIETKUX U TeMOpPParn4eckie BaCKyIUTHI.

2.5.2. Meauko-reHeTHYeCKOe KOHCYJIbTHPOBAHME M KOMILUIEKCHOEe Hcc/ieJoBaHue s
NpeHaTAJIbHOI TUATHOCTUKH HAPYIIeHUii pa3BUTHSA pedeHKa (MpeHaTaJIbHasi IMarHOCTHKA).

° Pexomenayercst ceMbsM ¢ moATBepkAeHHBbIM auarnozom BHII tuma A, B, A/B npuem
(ocMOTp, KOHCYJIbTAIIMS) Bpaya-TeHETHKA NIEPBUYHBIA M MOBTOPHBINA C IEJIbIO MPOBEACHHE MEINUKO-
TeHETUYECKOro KOHCYIbTUpoBanus [4, 11, 14].

YpoBenb yoenurenbHocTn pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTeIbCTB — 5)
KommenTapuu: eciu oba pooumens a6ia0mcs 2emepo3ucomubiMu HOCUMENAMU NAMO2EHHbIX
sapuanmos 6 2ene SMPDI1, mo, xax u npu opysux aymocomuo-peyeccusuvix 3a001e6aHusx, O
Kaxcoot OepeMeHHOCMU PUCK POXCOeHUsi pebeHKka ¢ smum 3abonesanuem cocmasnsiem 25%. B
cemuvsx, 20e ecmv pedenoxk ¢ BHII muna A, B, A/B, cywecmgyem 603MONMCHOCHb NPOBEOEHUs.
NPEeHamanvHoOu U  NPeuMnIaGHMAYUOHHOU  OUACHOCUKY  (KOMWJIeKCHoe  uccledoaHue 0
NpeHamanbHoOU OUASHOCMUKU HAPYWeHUll pazeumus pebeHKa (6HympuympoOHO) U HeUHBA3UEHOe
npenamanivHoe mecmuposanue (onpedenenue snekiemounou JJHK niooda no kposu mamepu)).
Ilpeonoumumenvro nposeodenue ucciedosanus nymem auanuza /[HK, evidenennoti uz duonmama

gopcun xopuona, Ha 9-11-ii neoene bepemennocmu.

3. JleueHue, BKJIWYAS1 MeJUKAMEHTO3HYI0 M HeMeIMKAMEHTO3HYI0 Tepamnuu,
AUETOTepanuio, 00e3001uBaHNe, MEIMIHHCKAE MOKA3aHUS M NMPOTHBONOKA3AHUSA

K IPUMECHCHUI0O ME€TOAO0OB JICUCHUA
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3.1 KoHncepBaTuBHOE JIeUeHHE

. PexoMenayercs Ha3HaueHue (pepMEHTHOU 3amMecTUTeNbHON Tepanuu npenaparom A16AB25
Omunynaza anb(a MOKU3HEHHO NAIMEHTaM C MOATBEPKIECHHBIM JTHArHO30M JepHUIMTA KHCION
chunromuenunasbl tuna A/B unu B (6onesnnm Humanna-Iluka tuma A/B wim B), y KoTOphIX
UMEIOTCS KJIMHUYECKH 3HAaYMMBbIC TPOSBICHHUS 3a00JieBaHMs, HE OTHOCSAIIMECS K IICHTPaJbHON
HEPBHOM CHUCTEME, C LIEJIbI0 TATOTeHETHYECKOT0 JICUCHHUs (PEKUM J03UpOBaHus cM. Tad. 1, 2) [27, 28,
30].

YpoBeHb yOeIUTEJILHOCTH peKoMeH1auu B (ypoBeHb 10CTOBEPHOCTH 10KA3ATEIbCTB — 2)
KommenTapuu: oaunyoasa anvgha 3apecucmpuposana ¢ PD 6 ¢hespane 2024 zooa. [Ipenapam
npeoHasHaven OJisi BHYMPUBEHHO20 68edeHUst, Komopoe npogooumcs 1 paz 6 2 nedenu. Ungysuu
npenapama ciedyem nposooums NOIMANHO, NPEONOUMUMENbHO C NOMOWbIO UHPYZUOHHO20 HACOCA
[31]. Onunyoasza anvgpa npeocmaensiem co60li pPeKOMOUHAHMHYIO KUCIVIO CHUHSOMUCTUHAZY
yenoeeKa, KOMopas —CHUdcaem HAKOWIEHUe CQUHeOMUETUHA 6 Op2anax nayueHmog C
HeOOCMAMOYHbLIM — KOIUYECTN8OM — UAU  HapyuleHuem  (yukyuu  ¢epmenma —  KUCIOU
cpuHeOMUETUHA3BI, U TEM CAMBIM YMEHbULEHUS. HAKONIeHUs CPUHSOMUETUHA 8 KIemKaX U oOne2qas
cumnmomol 3a60nesanus. Ha mexywuii momenm 3mo nepeas u eOUHCMEEHHAsL NAMO2EHeMUYeCKas
mepanus [32]. 3apeeucmpuposannoe nokazanue onunyoaswei amvgha 6 Poccutickoi @edepayuu:
npuMeHeHue 8 Kavecmee pepmMeHmozamecmumensvHol mepanuu  01s  OIUMENbHO20 Jle4eHUs
nposigieHull, He OMHOCAWUXCA K UYEHMPAIbHOU HepeHOU cucmeme, Oeuyuma  KUCLOU
cpunecomuenunasvr muna A/B unu B (6onesnu Humanna-Iluka muna A/B unu B) y oemeii u 83pocnvix
[30].

Ilpumenenue epmenmnoii 3amecmumenvrot mepanuu npenapamom AIl6AB25 Onunyoasza
anvgpa npu BHII mune A He nokazano, mak Kak npenapam He OKA3vleaem GIUAHUS HA
HeBPON0SUUECKYI0 CUMNIMOMAMUKY 8 C653U C HEBO3MONCHOCIbIO NPOHUKHOBEHUS Npenapama uepes
eemamosnyepanuueckuil bapwvep. Ilockonvky onunyoasa anba e npedomspawaem u e OKa3vbleaem
agppexma na cumnmomuvl co cmopounwt LIHC, sadcho, umodwvl cembu NAYUEHMO8 C HeBPOJI02UYECKO
Gopmotl ObLIU NPOUHGOPMUPOBAHBL O DUCKAX, NPEUMYUWECMBAX, OSPAHUYEHUAX U OMCYMCMEUl
agppexma mepanuu na L[HC. B nexomopwix cmpanax cywecmeylom  NOKA3AHUS, NO3BOAIOUUE
NPUMEHAMb 0IUNY0aA3y anb@ha y 6cex Nayuenmos ¢ 0ehpuyumom KUCIou cuHeOMUeNUHA3bl, BKII04As
demell ¢ UHGaHMUuIbHOU Helposucyepaibrol Gopmou (munom A). OOHako, NOCKONLKY nayueHmol ¢
BHII-A ne 6vinu exnouenvl 6 kaunuueckoe ucciedosanue ASCEND-Peds, na mexywuti momenm
omcymcmeyom OanHule 0 pe3yabmamax mepanuu oaunyo0asvl arb@a y OaHHbIX NAYUEHMO8.

Bvicmpoiii memabonuzm HaKONIeHHO20 CuHeOMUETUHA NOO Oelicmeuem oaunyoasvl anvgpa
npueooum K 00pa308aHuI0 NPOBOCNATUMENbHBIX NPOOYKMOE PACnadd, KOmopbvie MOZYN 8bl3bl8aAMb

peaxkyuu, cesazamHvle ¢ uH@ysueu, u (unu) Kpamrko8peMeHHOe NOBbIUEHUE VPOBHS «Ne4eHOUHbLIX)
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mpancmunas (AJIAT, ACAT). Pesicum nosviuienusi 003vl MONCEM MUHUMUSUPOBAML OOIbUIUHCIBO
IMUX HedcelameNbHblX AgNeHull. Jlo3a npenapama paccyumuvléaemcs uUcxoos u3 Gaxmuueckou
maccwl mena y nayuenmos ¢ unoekcom maccol meaa (MMT) < 30 unu onmumanvHou maccwl mena OJisl
nayuenmos ¢ UMT> 30.

Hauanvnas ooza onunyoasvr anvgpa cocmasnsiem 0,1 me/ke 0ns1 83pOCIbIX NAYUEHMOS, A
3amem 003y ciiedyem y8eaudums ¢ COOMEEMCMBUU C PEHCUMOM NOBBILUEHUSL 003bl, VKAZAHHBIM HUNCE
6 maoauye 1. [loodepaicusaiowas 003a oaunyoasvl anbda y 63pocivix cocmasisem 3 me/ke Kajicovle
2 Heodenu.

Taonuua 1. Pesicum nogvtuienus 003l 01unyoasvl anvha y 63pocivlx

B3pociele nannenTs! (B Bo3pacTe =18 m1er)

ITepsag no3a (1eHs 1/Henes 0) 0.1 mr/xr*

Bropas nosa (Beqemns 2) 0,3 Mr/xr*

Tpetss 103a (Hegens 4) 0.3 Mr/xr*

UetBepTad no3a (Hexerd 6) 0.6 Mr/Kr*

Ilatag moza (Hegemns 8) 0,6 Mr/xT*

Illectag nosa (Hegena 10) 1 Mr/Kr*

Cenpmas no3a (Hemems 12) 2 Mr/KT™

Bocemas nosa (Hemens 14) 3 Mr/Kr* (pexoMeHIveMas HOIIePKIBAIOINAS 103a)

* Jlns nannedtor ¢ UMT < 30 OyieT HCHoIb30BaThCs (PaKTHYSCKAs MAcca Tella.

Hauanvnas 0oza onunyoasvl anvgpa cocmasisiem 0,03 me/xe Onsi nayueHmos 0emcKoz2o
6o3pacma, a 3amem 003y Cledyem YEeIuyums 6 COOMBEMCMBUU C PENCUMOM NOBbIUEHUS O003bl,
npeocmasieHuvim 8 mabauye 2. [loodepacusarowas 0o3a onunyoassl arvgha y demeti cocmasisiem 3
Me/Ke kadicovle 2 Heoenu.

Taobnauya 2. Pexcum nogviuienus 003vl 01unyoasvt anvgha y oemeit

Hetu (B Bo3pacte oT 0 10 <18 71e1)

ITepBas no3a (zeHs 1/Hegens 0) 0,03 mr/kr*

Bropas no3a (Hezens 2) 0,1 mMr/kr*

Tpetss no3a (Hememns 4) 0.3 mr/kr*

UeTtsepTasd no3a (Hexemrd 6) 0.3 mr/kr*

ITatas go3a (Hegeng 8) 0,6 Mr/KT*

ITecTas qo3a (Hegens 10) 0,6 mr/xr*

Cenpmasn go3a (Hegems 12) 1 Mr/kr*

BoceMmas jo3a (Heaens 14) 2 mr/kr*

JleBsTas g03a (Hemena 16) 3 Mr/kr* (pexoMeHIyeMasl OJIePKIIBAROIIAS 103a)

* JTns marmentos ¢ IMT < 30 OyaeT ncnoiab3oBaThea (pakTHdeckas Macca Teqa.

Dppexmusnocmv npumeneHus oaUNYOaA3vl AlbHA OYEHUBANU 8 HECKOIbKUX KIUHUYECKUX
uccneoosanusix (uccnedosanue ASCEND y e3pocavix nayuenmos, uccieoosanue ASCEND-Peds y
oemell U pacuiupeHHoe Uccie008anue y 63pOCivlx NAYueHmos u oemeiti), 8 KOMopvix 6 Yeiom NPUHIIL

yuacmue 61 nayuenm.
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Hccneoosanuem, npogoouswumcs ¢ yuacmuem oemetl, ObI10 OMKPbIMOE HEKOHMPOIUPYeMOoe
uccneoosanue /Il gpazvr ASCEND-Peds ¢ yenvio konmpons bezonachocmu u nepeHocumocmu 00 64-
U Hedenu 8 Kauecmee OCHOBHOU KOHEUHOU MOYKU, OYeHKU hapMaKOKUHeMUKY U papmMaKxoOUHAMUKU 8
Kauyecmee OONOJIHUMENbHOU KOHEUHOU MOYKUY, a Mmaxdce C Yeuvlo Uu3yyeHus s¢ggexmuenocmu
mepanuu y 20 nayuenmos [32].

Panoomuszuposannviv niayebdo-KoHmMpoIupyemviM UCCLe008AHUEM NPUMEHEHUs. OJUNYO0a3bl
anvgpa y e3pocavix oviio uccredosanue /I gazer ASCEND, ¢ komopom yuacmeosanu 63pociivie
nayuenmoi ¢ bonesnuvto Humanna-Iuxa muna B u A/B [29].

Ipeumywecmeom ¢hepmenmnoti 3amecmumenvHol mepanuu 0auNy0a3ol aivgha sensemcs
8bICOKUU Npodune 6ezonachocmu u d¢hgdexmusHocmu Oas KYNUPOBAHUS OCHOBHBIX NPOABTIEHULL
oonesnu Humanna-Iluxa muna A/B u B, a nedocmamku 00YClO8IeHbl YACMBIMU UHDY3UAMU,
CHUMICAIOWUMU KAYEeCMB0 JCUSHU NAYUEHMO8 U OMCYMCMEUeM 6GIUAHUS HA He8POI02UYECKYI0
CUMNMOMAMUKY 8  C8A3U  C  HEBO3MOJCHOCMbIO  NPOHUKHOBEHUs  npenapama  uepes
eemamodnyepanuuecxkuti bapvep (I'95b).

° He pexomenayercs npoBeaeHue cruieHdkromuu nanuentam ¢ bHIT tuna A, B, A/B ¢ nienbro
npoQHIAKTUKU OCIIOKHEHUI CO CTOPOHBI TIeueHu [4].

YpoBenb yoenutTejlbHOCTH pekoMeHaanuu C (YypoBeHb JOCTOBEPHOCTH JI0KA3aTelbCTB — 5)
KommenTapuu: nposedenue cnieHskKmomuu HeyenecoobpasHo, max Kak 3mo Modxicem npueecmu K
npozpeccuposanuio 3a001e6anus NevyeHu U YBeIUUeHUI0 HAKONIeHUs CQUHSOMUENTUHA 6 JIe2KUX,
8bI3LIBASL NPOSPECCUPYIOWYIO ObIXAMENbHYI0 HedocmamoyHocme. Ecau cnienskmomus Heobxoouma
U3-3a  MACCUBHOU  CHIEHOME2anuu, CUMAMOMO8 OAGleHUs U  MANCEN020  HEYCMOUYUBO20
2UNEepCniieHusmMd, mo HacCmMuyHas CHIeHIKMOMUS UMY YACMUYHAS IMOOIU3AYUS  Cele3eHOYHOU
apmepuu senaomcs gapuanmamu. Eciu uacmuunas unu noaHas CNIEHIKMOMUsL OO0JICHA OblMmb
8bINOIHEHA 8 COOMBEMCMBUU C  XUPYPSUYECKUMU NOKA3AHUAMU, Cledyem  UCHONIb308aMb
CMAHOAPMHYI0  NOCNIEONEePaAYUOHHYI0O  NPOPUIAKMUKY — aAHMUOUOMUKAMU U NPeO8apumenbHyIo
saxyunayuro [4].

3anywennvie cayuau Xxponuueckozo 3abonesamus nevenu (X3II) ¢ MoOIHUEHOCHOU neueHOUHOU
HEeOOCMamouyHOCmbIO ObIIU 3aPeSUCMPUPOBAHBL Y HECKOIbKUX 83pociblx nayuenmos ¢ BHII [4, 35,
36/. Ckopocmv npoepeccuposanus 3abonesanusi newenu Kpatine usmenyusa [35, 36, 37].
Ileuenounas nedocmamouHocms A€M OOHOU U3 OCHOBHLIX NPUUUH CMEPMHOCIU Y NAYUEHMO8 C
BHII [36]. Ilayuenmvl ¢ yuppo3om OOMNCHbL HAOII00AMbCA  BPAYAMU-2ACHPOIHMEPONOSAMU.
Pe3ynemamel mpancnianmayuu nevenu Obliu 3apecucmpuposansvl y Heckonvkux auy ¢ BHII muna B,
Y Komopulx Habnooanacy npozpeccupylowas ouc@yukyus nevenu. Ilomumo ymyuwenus @yHkyuu
neuenu u Ouciunudemuu, HaOIOOANUCL 3HAYUMENbHblE VIAVUUEeHUs 6 3d0071e8aHuu 1e2KUX U

napamempax pocma y demeti [4, 36, 37].
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Y nanMeHToB TakkKe MOXKET HaOJII0JaThCsl HapylIEHHE CHA, TMOBBIIMICHHAs pPa3ApaXKUTEIbHOCTD,
XpOHUYECKH OOJEBOW CHHIPOM, YCTaJOCTh, TIOBEACHYECKHE MpPOOJEMBbl W TCHXHUYECKUE
paccTpoMCTBa, Takue Kak TpeBora u jaenpeccus [4]. [lnan jedeHUs COCTOSHUI PaccMaTPUBAOTCS
COOTBETCTBYIOIIMMH CHEUATUCTAMM.

3.2 Jluerorepanus

e PexoMeHayeTcsi KOHCyNbTaIlMsl — Bpaya-AUETOJIOTa/Bpada-raCTpOIHTEPOJIOTa TEPBUYHAS U
MOBTOpHAS MAaIMEHTaM C JMAarHO30M JIe(UIUT KHUCIOW chuHromMuenuHaspl tuna A/B wnmm B
(6onesun Hwumanna-Iluka tuma A/B wim B) ¢ 1enbi0  OICHKM COCTOSIHHSL ITIAIlMCHTA,

cOaIaHCHPOBAHHOCTH MUTAHUS U €r0 KOPPEKIUK U HeobxomumocTtu [4].

YpoBenb yoenurenbHocTn pekomenanuu C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeILCTB — 5)
KommenTapuu: nayuenmsi mocym mepams 6ec u3-3a oucghacuu uau noOOYHuIX d¢hhexmos
mepanuu, npu HeoOXO0OUMOCMU- YCMAHOBKA 2ACPOCMOMUYECKOU MPYOKU.

3.3 O0e3001uBaHUE

CrneunanbHble METObI 00€300JIMBaHNS HE IPUMEHSIOTCS.

4. MenuuuHCKAasi peadUINTAIUA ¥ CAHATOPHO-KYPOPTHOE JieYeHUue, MeIULIMHCKHI e
NMOKA3aHWSI M TMPOTHBONOKA3aHUS K MNPHUMEHEHHI) METOJA0B MeIUMINHCKOM
peaduIMTAIIMM, B TOM YHCJ€ OCHOBAHHBIX HA MCIOJb30BAHUM TPHPOIHBIX
JeyeOHbIX (aKTOPOB

. PexomeH10BaHO ManMeHTaM M YIE€HAM X CEMEU C yCTaHOBJIEHHBIM nuarHo3oM bHII tuna A,
B, A/B npuem (TeCTUpOBaHUE, KOHCYJbTAIM) MEJUIIMHCKOTO MICUXO0JI0ra MEPBUYHBINA U MOBTOPHBIN
(npy HEOOXOIUMOCTH) C LEJIBbIO OIIEHKHU MCUXOJIOTHYECKOr0 COCTOSHUS, U, TPU HEOOXOAUMOCTH, €ro
Koppekimu [4].

YposeHnb yoenurebHocTH pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTeIbCTB — 5)

KommenTapuu: wuanuuue 6onu, crabocmu, uCyepanrbHblX 0COOEHHOCMEU, 3a0epicKa pocma u

N0JI08020 pPA3GUMUS, MOJCEM HE2AMUGHO OMPA3UMbCA HA CAMOOYEHKe NAYUEHMA, 4O MOdCem

nompebo8ams ncuxonio2uieckou nomowiu. Heobxooumo nomousb nayueHmy u e20 cemve «NPUHAMbY

OUAcHO3, aA0anmupo8amsv €20 K OJICU3HU Ol MAKCUMATbHOU peanu3ayuu e20 CHhoCOOHOCMU K

00YYEeHUIO U CAMOCIMOAMENbHOU HCUSHU 8 OAIbHEUUEM.

e PexomennoBaHo manueHTaM ¢ ycTaHOBJIEHHBIM nuarHo3oM BHII tuma A, B, A/B npuem
(ocMOTp, KOHCYyJbTalMs) Bpaya-pu3uoTeparneBTa/ Bpada (U3MYECKOW W peadUIUTAIMOHHON
MEIUIMHBl TEPBUYHBIM W TOBTOPHBIA (MPU HEOOXOAMMOCTH) JUIsl OLEHKHM MOTpeOHOCTEH
NaIMeHTa C TPYIHOCTAMHU B OOLICHMH M (PU3MUYECKUMM OTPAHWYECHUSMH, a TaKkKe pa3paboTke
HEOOXO/JMMBIX BCIIOMOTATEIbHBIX CPEACTB M MPUCIIOCOOTICHUH T 00ycTpoicTBa 1oMa [4].

Yposenb yoenuteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 0KA3aTEJILCTB — D)
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Kommenrtapuu: Kpome mozo, pecynapHuvle KOHCyIbmayuu 8pava usuyueckol u peabuiumayuoHHou
MeOuYyUHbl HANPAGIeHbl HA OYEHKY (QYHKYUOHANbHO20 cmamyca (YpOoeHs HapyuieHus @QyHKyuil),
KOMOopas no360Jsem OYyeHUums maicecms U CKOpoCmv npo2peccuposanuisl 3a00.1e6anusl

° PexomeH10BaHO TmanMeHTaM C yCTaHOBJIECHHBIM jauarHo3om bBHII Ttuma A, B, A/B
KOHCYJIbTAIlMsl MEAUIIMHCKOTO JIOTONE/Ia C LIETbI0 OLEHKU Haauuus Jucharuv ¥ pucka aclupalui,
Joroneanyeckoi Tepamnuu [4].

YpoBenb yoenurenbHocTn pekomenanuu C (YypoBeHb J0CTOBEPHOCTH 10KA3aTeNbCTB — 5)
KomMmeHnTapumu: nayuenmosl  O0MdCHbI  NPOUMU  KOMHIEKCHOE 00C1e008aHUe  2IOMAHUA Y
Meouyurckoeo noz2oneda. ObOyuenue UZMEHEHUN) PAYUOHA NUMAHUAL U KOMNEHCAMOPHBLIM NO3AM
Modicem  Obimb  noae3HviM Onsi auy ¢ oucghaeueti. Cemvio credyem npoOuUH@pOpMuUposams o
npozpeccupylowem yxyouleHuu HAasblKo8 210MAaHUs U NOBbIUEHHOM PUCKE ACNUpaAyuu 6 pamKax
meKkywjeco yxooa. [na yeenuueHus: KalOPUUHOCMU PAYUOHA U BO3MONCHO2O CHUIICEHUS PUCKA
AcCnUpayuU MOJNCHO PACCMOMPEmMb BO3MOICHOCIb HA302ACMPATLHOZO0 30HO08020 NUMAHUS UTU
XUpypeuueckotl yCmaHo8Ku 30H0a

e PexoMeH/I0BAHO TAIMCHTaM C YCTaHOBIEHHBIM auarao3oMm BHII tuma A, B, A/B B cBsi3u ¢
MOpaXCHUEM JIETOYHONW CHCTEMbl, PUCKaMH aclupanuid ¥ WHQPEKIUOHHBIX 3a00JeBaHMIA
npuMeHeHre (00y4uTh POAMTENICH) AbIXaTeIbHOM ITMMHACTUKH (JeueOHas QU3KyIbTypa MpH
3a00JIeBaHUAX OPOHXOJETOYHON CHCTEMBI, JIbIXaTebHBIC YIPAXHEHUS JIPCHUPYIOIIHUE,
nedyeOHas (GU3KYIbTYpa C HCIOJIB30BAHHEM amlMapaToB M TPEHAKEPOB MpH 3a00JEeBaHUSIX
OpPOHXOJICTOYHON CHCTEMBbI), HANpaBICHHOW HA YIydIlIEHHE BEHTHISAIMHA W CTUMYIIAIHIO
JIPEHAXHON QYHKIIUH OPOHXO-JICTOYHOH CHCTEMBI [4].

YpoBenb yoenurenbHocTH pekomenanuu C (YypoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB — 5)

e Pexomena0BaHO nanueHTaM C YCTaHOBIEHHbIM auarHo3om bHII tuma B npumenenue
a’pOOHBIX (DU3UYECKUX yMpaKHeHU# (JieueOHast GU3KYyIbTypa MpH 3a00JIEBaHHUAX Ceplla U
nepukapjaa, JedeOHas (U3KyIbTypa TpU 3a00JIEBaHHAX OPOHXOJETOYHOW CHUCTEMBI) C
KOHTpOJIEM J103bl ¢u3nyeckoil Harpy3ku no mokaszatensm UCC, AJl, catypauuu (SpO3) c
[ENTbI0 TOBBIIMICHUS / TPOMUIAKTUKYA CHI)KEHUS TOJNEPAHTHOCTH K (PU3UYECKHM Harpys3kam
[4].

YpoBensb yoenuteabHOCTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — D)

5. IlpopuiaakTuka U JUCNIAHCEPHOe HaOJI0eHHe, MeIUIUHCKHE TOKA3aHUA U
NMPOTUBONOKA3AHUA K IPUMEHEHUI0 METOA0B NMPOPUIAKTUKHI

5.1 CenleKTHBHBIH CKPUHMHT IPYNII-PUCKA
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o Pexomenayercsi TpOBEIEHUE CEICKTHBHOTO CKPUHHMHTA TPYII-PHCKa TNAIlMEHTOB C
npu3HaKaMu xapaktepHsiMu i1t BHIT tuma A, B, A/B ¢ 1enbio paHHEH JMarHOCTUKH 3a00JIeBaHUI
[4].

YpoBenb yoenuteabHOCTH pekoMeHaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTeJILCTB — D)
KomMeHTapuu: ckpununeosoe oociedosanue nposooumcs ¢ NpuMeHeHuem 1a00pamopHbix Memooos
mecmupoganus — oOnpeoeieHue aKmuHOCMU KUCIOU COUHLOMUETUHA3bL U/UTU  OnpedeieHue
Konyenmpayuu ausocguneomuenuna (LySOSM) ¢ nsammuax evicywennoi kposu. I pynner pucka ons
npeedeHus CKpUHUH2A BKIIOYAIOM nayueHmos co cnedyroumumu CUMNMOMAMU.
2enamocnjieHoMe2anus, 2unepxorecmepuHemus, mpomooyumoneHus, UHmMepCmuyualbHas 0oJe3Hb
JIe2KUX.

5.2 MOHUTOPHUHI COCTOSIHUSA NANMEHTOB ¢ 00Jie3HbI0 Humanna-Iluka Tuna A, B, A/B

Ilayuenmos ¢ BHII muna A, B, A/B Heobxooumo nabarooams no Mecmy HCUmenbCmed
amMoOyIamopHO-NONUKIUHUYECKUX — YCLOBUAX.  mpebyemcsi  OUCNAHCEPHbLL — npuem  (ocmomp,
KOHCynbmayus) epada-neouampa/ epada-mepanesma/ 8paya ooujeti npakmuxu (cemetinozo epaya),
8paAua-2ACmMpoIHmMepPoLo2d, 8paAla-2eMamonozd, 6paia-0encKko20 OHKoI02d, 8paia-2eHemuKd, 8paia-
Hegpono2a (npu HAIUYUU HEBPOJIO2UYECKUX NPOAGIEHUL), 8pava-mpasmamono2a-opmoneoa (npu
HAIuyuu KOCMHBIX HAPYUWleHUull), 8paua-opmanbmonoea, 8pavd cypooao2a-omopuHoIapuHeonI02d,
8paya no 1e4ebHoll u3KyIbmype nepeuyHbslll U NOBMOPHDBILL, 8 CPEOHEM, eHCe200HO.

Konmponv noxazameneii kposu neobxooumo nposooums 1 paz 6 3 mec., pazmepos
NapeHxumMamo3sHuvlx opeanos — I paz 6 6 mec. 6 nauanre O3T, 6 oanvnevwem — 1 paz 6 12 mec. Ilpu
SHAYUMENbHBIX KIUHUYECKUX OCIIONCHEHUSX, CBA3AHHbIX C UYUPPO3OM NedeHu U HOPMANbHOLL
2unepmensueli HeodX00UM KOHMpONbL anaiuzoe Kkposu 1 paz 6 1-3 mecaya u umcmpymenmanvHoe
oocnedosanue 1 paz 6 3-6 mecayes no nokazauusim. OnpedeneHue cOCMOAHUA KOCMHOU MKAHU
ocywecmensaiom I pas 6 6-12 mecayes ¢ yuemom ucxoOHvIX OAHHLIX NAYUEeHMA.

B®3T Heobxo0umo npoeooume pecyisipno U HpU HAIUYUU NOKA3AHUL 8 clydae
OCIOJCHEHHO20 meyeHUsi 00Ne3HU — 8 YCIOBUAX KPY2IOCYMOYHO20 CIMAYUoOHapa, npu CmaoduibHOM
cocmosHuu — 8 cmayuonape OHeBHO20 npebvieanusi (Unu  amOy1amopHo 8  paMKax
nooodepoicusarowerl mepanuu) 1 paz 6 2 nedenu. Bce nayuenmol 00194CHbI NPOXOOUMb KOHMPOTIbHOE
obcnedosanue ¢ yeavio oyeHku pezyiomamos 3T @ Kpyenocymounom unu OHe8HOM cmayuonape 2
pasa 6 200 6 Hauale mepanuu, 8 OailbHeluiem oociedosanue nposooumcs 1 paz 6 200.

3nauenus axmusnocmu «neuenounvixy mpancamunas (AJIAT, ACAT) oOondcHvl Ovimo
noJay4ensl 00 HAYANA JleYeHUsl U KOHMPOIUPOBAMbCs HA 8CeX IMAanax no8bluleHusi 003bl 01UNY0a3vl
anvgha. Ecnu akmuenocmb «NeYeHOUHbIX» MPAHCAMUHA3 00 UHQY3UU npesvluiaem UcxooHoe
3HayeHue u npesviulaem 6epxuiolo cpanuyy Hopmuvl (BI'H) 6onee uem 6 2 pasa, 003y npenapama

OUNYOA3bl MONCHO CKOPPEKMUposams (NOSMOpUms Ul  YMEHbUUMb Npeovloyuyro 003y 8
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COOMBEMCMBUL C PEHCUMOM NOBBIULEHUSL 003bL) UL JeUeHUe MOXcem Oblb 6PEMEHHO NPEeKPAUieHO 8
COOMBEeMCcmaUU CO CMeneHvbl0 HNOBbIUEHUS AKMUBHOCMU «NeYeHOUHbIXy mpancamunas. Ecau
nayuenmy mpebyemcs KOppeKmuposKa 003bl Ul Npepvléanue ieyeHuss, npu 60300H06IEeHUU eUeHUs]
HE0OX00UMO Cle008AMb PENCUMY NOBbLULEHUSL 003bl, ONUCAHHOM) Gblue O/ 83POCAbIX U Oemell
COOMBEMCMBEHHO, A MAKI’Ce PeKOMeHOayusM Ha caydail nponycka 0os [4, 30].

Dhpexmusnocmo  nevenus oaunyoasol anvga ciedyem KOHMPOIUPOBAMb C HOMOULIO
uszmepeHuss pocma u maccel mena (y Oemeti), obvema neyeHu U cene3eHKu, QYHKYUU J1ecKux,
2eMamon02ulecKux nokasameinei, TIUNUOH020 NPo@uis u Opyaux buomapkepos sabonesanus. /lantvie

cnedyem cobupamo O0Jisk OAIbHEUUEe20 UCNONb308AHUS U PAZPAOOMKU peKomenoayuil no nevenuio [4].

° Pexomenayercss Bcem mnamnuentam ¢ BHII tunma A, B, A/B ompeneneHue KOHILEHTpalnuu
mu3zochuaromuenmaa (Lyso-SM) B kpoBu 0 Hauama JICYCHHS] M IS MOHUTOPUHTA TEPAIUK H/WIH
mmporpeccupoBanus 3adoseBanus [4].

YpoBeHb yoenuresbHocTH pekoMenaanuu C (ypoBeHb 10CTOBEPHOCTH 0KA3aTEIbCTB — D)

° Pexomenayercsi BCeM MalMeHTaM C MOATBepkIeHHBIM amarHo3om BHII tuma A, B, A/B
MpoBeJIeHUE 001Iero (KIMHUYECKOT0) aHAIN3a KPOBU Pa3BEpHYTOTO (MCCIeI0OBAaHUE YPOBHS OOIIETO
reMOorJIoOnHa, SPUTPOLUTOB, JEHKOIMTOB, TPOMOOLIUTOB B KPOBH, NU(D(epeHIINPOBAHHBINA MOACUET
NeHKoIMTOB (JNeiikonuTapHas (opmya), onpenenenue cpeanero conepxkanus (MCH) u cpenneit
KOHIIEHTpauuu remorioonHa B sputpouurax (MCHC), wuccienoBaHue CKOpPOCTH OCEIaHMS
SPUTPOLIUTOB) JUIS OLIEHKH OCHOBHBIX IapaMETPOB KpPOBETBOPEHHUS C IIENbI0 CBOEBPEMEHHOTO
BBISIBJICHHUSI aHEMHUHU, TPOMOOIMTONECHUH, JIEUKONEHUH, HATUYUS BOCHAIUTEIBHBIX TMPOIECCOB U
KOHTpOJIS TeparneBTH4Yeckoro s dekra [4, 17, 20].

YpoBenb yoenuteabHocTH pekoMenaanun C (ypoBeHb 10CTOBEPHOCTH 10Ka3aTeILCTB — 5)

KOMMeHTapI/II/I: uccneoo8anus l’lp0600}17’l’l He peodice, uem 1 pas e 3 mecAaya uiu dauie no noOKA3aHusAM.

° PexoMenayercsi BceM malMeHTaMm ¢ MoaTBepkaeHHbIM auarHozoM BHIT tuma A, B, A/B
IIPOBE/ICHUE aHaJIM3a KPOBU OMOXMMHYECKOTro OOIIeTepaneBTHUECKOro (OmnpeaeraeHne aKTUBHOCTH
allaHMHaMUHOTpaHc(depassl, acnapraTamMuHoTpaHcdepassl, M mienoyHod ¢ocdarazpl B  KPOBH,
ompesnereHue ypoBHs oOmiero OwimpyOWHa, ambOymMHMHAa B KPOBH, XOJIECTEPHHA, XOJECTEpHUHA
JUTONPOTENHOB HHU3KOW TUIOTHOCTH, XOJIECTEpHMHA JIMTIONPOTEHHOB BBICOKOW  TUIOTHOCTH,
TPUTJIMIEPUAOB B KPOBHU), a TaKxke uccieroBaHue ypoBHs 25-OH Buramuna /| B KpoBU C IIEJbIO
BBISIBJICHUS] COOTBETCTBYIOIINX HApYIICHUH U CBOEBpeMEHHO# koppekuuu [4, 17, 20].

YpoBeHb yoequTeIbHOCTH peKoMeH1aiuu B (ypoBeHb 10CTOBEPHOCTH 10KA3ATEIBCTB — 3)
KommenTapuu: uccredosanue nposooam ne pexce, uem 1 paz é 3 mecaya unu 4auje no NOKA3aHUsM.

AKmueHocnib «(Ne4YEeHOYHbIX) gbepmeHmoe (CZJZCZHMHCZMUHOWZpClHCd)epCZS’bl,
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acnapmamamuHompancgepasvl u weno4nol ocghamaszvl) modxrcem OblMb NOBLIUEHA Y NAYUEHIOS C
oonesnvro Humanna-Iluka muna A, B, A/B (Oedpuyumom xucnou cpuneomuenunasvt). AHoMAanbHbLI
(amepozennvlil) TunUOHLIL npopuire yacmo ecmpeyaemcs y nayuenmos ¢ BHII muna A, B, A/B ,
Haubonee YacmulMu OMKIOHEHUAMU AGTIAIOMCS NOGbIULEHUE COOEPHCAHUS MPULTUYEPUO08,U 00Ue20
XonecmepuHa, a makdice CHudxdceHue yposus xonecmepuna JIIIBII.

° PexoMeHnayeTcsi BceM ManueHTaMm ¢ KauHuYeckuMu nposieieHusmu bHIT tuma A, B, A/B u
MpU3HAKAMU [UPpO3a TMEYeHH C TICUCHOYHOW HEIOCTATOYHOCTHIO HCCIICIOBAaHUE TOKa3aTesei
KOaryjaorpaMMbl  (OPHEHTHPOBOYHOE HCCICIOBAaHUE CHUCTEMBl T€MOCTas3a): aKTHBUPOBAHHOE
4aCcTUYHOE TPOMOOIUIACTUHOBOE BpEMs, OIpeleleHHe MPOTPOMOUHOBOrO (TPOMOOILIACTHHOBOIO)
BPEMEHH B KPOBU WU B IUIa3Me, TPOMOMHOBOT'O BPEMEHH B KPOBH, OIPENIEICHUE MEXIYHApOAHOTO
HopMaiu3oBaHHoro otHomeHus (MHO), akrtuBHoctu antutpomOuna III B kpoBu, uccienoBaHue
ypoBHs ((MOPUHOTEHA, OTpeeIICHne KOHIEHTpanuu [[-nuMepa B KPOBHU) M HCCICAOBAHHUE YPOBHS
aMMHaKa B KPOBU JI paHHEH MPOPUIAKTUKH MPU3HAKOB MEUYEHOYHOH SHIe(haIoNnaTud U OLIEHKH
byukiun neyenu [4].

YpoBeHb yoenurebHocTH pekoMenaanuu C (ypoBeHb J10CTOBEPHOCTH 10KA3aTEIbCTB — D)
KommenTapuu: uccreoosanue npogoosm ne pexce, uem 1 pas 6 3 mecsaya unu yawe, no nOKA3aHUAM.
s xowmpons sghgpexmusnocmu  pepmenmuoi  3amecmumenvron mepanuu (D@3T) wacmoma
nposedenus: 1 pas 6 6 mecayes npu Hauanre mepanuu, oaiee — 6 cpednem 1 paz 6 200 [4].

° PexoMenayercsi BceM maiMeHTaMm C MoATBepkaeHHbIM auarHozoM BHIT tuma A, B, A/B
MPOBEJICHUE  MAarHUTHO-PE30HAHCHAs ToMmorpadus OpraHoB  OpIOIIHON  MOJOCTH  W/HIU
YIBTPa3BYKOBOE MCCIIEAOBAHUE OPTraHOB OPIOIIHOW MOJOCTH (KOMIUIEKCHOE) C LENBI0 OMPEeIeICHUS
pa3Mepa/o0beMa OpraHOB WM BBISBICHHS HMX OYAroBBIX IMOPAXCHHH, a TaKXKe C IEIbI0 KOHTPOJIIS
COCTOSIHHSI BHYTPEHHHX OPTaHoB U oueHKH 3 dexTuBHOCTH Tepanuu [4, 14, 17].

YposeHnb yoenurebHocTH pekomenaanuu C (ypoBeHb J10CTOBEPHOCTH J0KA3aTeIbCTB — 5)
Kommenrtapuu: vacmoma, 6 cpeonem, 1 pas 6 6 mecayes npu nauaie mepanuu, oanee — 6 CpeoOHeM
1 paz & 200. Hccneoosanue neobxooumo 0 onpeoeneHuss pamepos NeyeHUu U Cele3eHKU,
onpeoeneHusi ouamempa 60poOMHOU U Cele3eHOYHOU 8eH, HANUYUL cmeamosd, uoposza uiu yupposa
neuenu, Kaibyupukamos HaOno4euHuKo8, a maxdice OYyeHKU medeHus 3a001e6anus U nocieoyiouje2o
KOHmpoas  aghgpexmusnocmu  hepmenmuol  3amecmumenvHou  mepanuu. s KOHMPOAs
aghghexmuenocmu pepmenmuotl 3amecmumenvrou mepanuu (P3T) wacmoma nposedenus: 1 paz 6 6
Mecayes npu Hayale mepanuu, daniee — & cpeonem 1 paz 6 200.

° PexoMeHnayercsi manMeHTaMm ¢ TMOATBEepkACHHBIM pauarHozom bBHII tuma A, B, A/B
MPOBEJICHUE PEHTIeHOrpadUu JETKUX WIH KOMIBIOTEPHOI TOMOTpaduu OPraHoOB IPYAHON TOJIOCTHU C
IEJIbI0 KOHTPOJISI COCTOSTHUS JIETKUX M CBOCBPEMEHHOTO BBISIBIICHUS OCIIOKHEHU [4].

YpoBeHnb yoenuresbHocTH pekoMeHaanuu C (ypoBeHb J10CTOBEPHOCTH 10KA3aTEIbCTB — 5)
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KommenTapuu: npu nanuuuu nopasgicenuss 1€2KuUx uccie008anus nposooamces 6 OUHAMUKe, 4acmoma
onpeoensiemcs UHOUBUOYATLHO.

° PexoMeHnayeTcsi TanMeHTaM C TMOATBEepkKACHHBIM auarHozom bBHII tuma A, B, A/B
uccienoBanre (PyHKIMM BHEITHETO JbIXaHUs (MCCIeI0BaHUE HECTPOBOIIMPOBAHHBIX J[BIXATEIBHBIX
00BEMOB M ITOTOKOB) IS OLCHKH (DYHKIIUH JIETKHX [4].

Yposenb yoeauteabHocTH pekoMenaanun C (YpoBeHb 10CTOBEPHOCTH 10KA3aTEJIbLCTB — D)
KomMmenTapuu: npu nanuuuu nopaxcenus 1é2Kux uccie008anus RPo8oOsmcs 8 OUHAMUKe, Yacmoma

onpeoensiemcs UHOUBUOYATLHO.

. PexoMenayercsi mamueHtaMm ¢ moAaTBepxkaeHHBbIM nuarHo3om BHIT tuma A, B, A/B mpu
HUIMYAHM TPU3HAKOB MMOPTAILHOW THIIEPTEH3MH, NPOBEIEHUE 330(haroracTpoayoJeHOCKOIHH C
IIEJIBIO OIICHKU COCTOSIHUS BEH MHIIeBO/Ia U xeyaka [40-42].

YpoBeHb yoeauTeabHOCcTH pekomeHaanmud C (YpOBeHb JIOCTOBEPHOCTH 10KAa3aTesibCTB— 4).
KommenTapuu: uccredosanue nposoosm y nayuenmosd ¢ Qubpo3oM neyeHu, NpusHaKamu
nopmManvHou cunepmen3uu OJisl OYeHKU CMeneHu 8apuKO3HO20 PACUUPEHUs 6eH NUWEe800a U Y2POo3bl
KpOB8OmMeyeHUs.

. PexoMenayercsi manueHTaM ¢ MonaTBepxkaeHHBIM nuarno3om BHIT tuma A, B, A/B mpu
HAJIMYUU TPU3HAKOB (UOpO3a TeYeHHU, MPOBEACHHE DIACTOMETPUM TEYEHU C LETbI0 KOHTPOIS
cocTosiHus neucHu [4].

YpoBenb yoeauTeabHocTH pekomMeHaanuu C (YpoBeHb J0CTOBEPHOCTH JA0KA3aTeJbCTB— D).
KommenTapuu: sracmomempus neuenu aensiemcsi HEUHBA3UBHOU YIbMPA3E8YKOBOU MemoOUKou
onpeoeiieHuss NIOMHOCMU NAPEHXUMbl neueHu. M3meHeHue NIOMHOCMU OpeaHa — O0O0CMOBEPHbI
UHOUKAMOP UBMEHEeHULl COCMOAHUS NAPEeHXUMbL NedeHU U NPOcPeccupo8anus Guoposa.

. Pexomennyercs namuentam ¢ bHII tuna A, B, A/B npoBenenue peHTreHorpaguu KUcTei u,
U Ha OCHOBAaHMM IIOJIyYEHHBIX pE3ylIbTaTOB, PEHTTCHOACHCUTOMETPUHM IOSCHUYHOIO OTHena
MO3BOHOYHUKA U1 OIEHKH KOCTHOTO BO3pacTa, a TakKXKe BBIABICHHUS TPHU3HAKOB CHUKCHUS
MHUHEPAJIbHOM TNIOTHOCTH KOCTHOM TKaHu [4, 34].

YpoBeHb yoenuTeIbHOCTH peKoMeH 1Al B (YpoBeHb J0CTOBEPHOCTH 10KA3aTEIbCTB — 3).
KommenTapum: uccrnedosanue yenecoobpasHo nposooums ¢ S-iemue20 KOCMHO20 603PACMA ULU Y
oemeii ¢ pocmom bonee 100 cm. Penmeenodencumomempus NOACHUYHOZO OmMOeNd NO360HOUHUKA
npoBOOUMCs HA OCHOBAHUU KOCMHO20 6o03pacma ¢ oyeukou Z-score u BMD.Pexomenayercs
naruentam ¢ BHII tuna A, B, A/B nposenenue snextpokapauorpadun (OKI'), sxokapauorpadpuu c
LETIBI0 KOHTPOJIA COCTOSIHUS cepaua (4, 21, 37].

Yposenb yoenuteabHocTH pekoMenaanun C (YpoBeHb J0CTOBEPHOCTH 10KA3aTeILCTB— 4).
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B ma@zuue 3 ompaosiCenvbl NpURYUnsvl MOHUMOPUHeA COCMOAHUSA NAYUEHNO6 npu bonesnu Humanna-

TTuxa muna A, B, A/B.

Taéauua 3. [Ipuaiunsl MoHUTOpUHTA TTpH Oonie3Hn Humanna-ITuka tuma A, B, A/B

IpuHIMNBI MOHUTOPHUHTA NIPH 0J1€3HI Kasknbie Kasknpie 6-12 mec. HNunuBuayanabHo, npu
Humanna-Iluka Tuna A, B, A/B 3-6 mec. HAJUYUM OKA3aHUi
OOwmwmit (KMMHUYECKNil) aHAIN3 KPOBH
Pa3BepHYTHIi (MCCieI0BaHIE YPOBHS OOILETO
reMOTJIO0OMHA, SPUTPOLIUTOB, JIEHKOIIUTOB,
TpOMOOLITOB B KPOBH, V
i hepeHIMpPOBaHHbII NOACYET JIEHKOIIUTOB v He peaice, uem I pasz 6 3

(mefixonmTapHast hopmyna). Onpenenenne
cpenHero conepxanus (MCH) u cpenneit
KOHIIEHTPAIMH TeMOTJI00MHA B 3PUTPOLIUTAX
(MCHC). UccnenoBaHue CKOPOCTH OCEAAHHS
spurpormroB (COJ)

mecsaya uau yauje no
NOKAa3aHusAm

AHanmm3 KpoBU OMOXUMIYECKUI
oO1ieTepaneBTHUECKUi (onpeneseHne
AKTMBHOCTH aJlaHHHAMUHOTpaHCchepasbl,
acrapraraMHHOTpaHchepasbl, IET0YHON
(docdarassl B KPOBH, ONPEICICHUE YPOBHS
oOriero ounupyOuHa, anb0yMUHa B KPOBH,

\%
He peoice, uem 1 pas ¢ 3
Mecaya unu yawe no

XOJleCTEepUHA, XOJIECTEPHHA JIUIIONPOTEHHOB NOKA3aHUAM
HU3KOH IJIOTHOCTH, XOJIECTEpHHA

JIMIIONIPOTENHOB BBHICOKOH IJIOTHOCTH,

TPUTTIHLEPUIOB B KPOBH)

Koarymnorpamma (0pueHTHpOBOYHOE \Y

HUCCICA0OBAHUEC CUCTEMBI l"eMOCTaSa)

He peoice, uem 1 pas ¢ 3
Mecaya unu wawe no

NOKA3AHUAM
MarHuTHO-pe30HaHCHAsT TOMOTpadus v
OpraHOB OPIONIHOM TOJIOCTH U/HITH

1 pa3z 6 6 mecayes npu
yIbTPa3BYKOBOE UCCIIECJIOBAHNE OPTaHOB

z Hauane mepanuu,

OPIOIIHOM MOJOCTH (KOMILICKCHOE) (C

danee — @ cpeonem 1
onpeJieNieHneM pa3MepoB (00beMa) IeYeHr 1

pas 8 2o0.

CeJIe3EeHKH)
PentreHorpadus Jierkux WM KOMIBIOTEPHAS \Y%

ToMOrpadust OPraHoOB I'PyJHOH HOIOCTH

Yacmoma onpedensemcs
UHOUBUOYATLHO NO
NOKA3AHUSM

HCCJ’ICI{OB&HI/IG (1)yHK].[I/II/I BHCIIHETO JbIXaHUA
(I/ICCJ'ICI[OBaHI/IC HECIIPOBOUMPOBAHHBIX
JAbIXaTCIIbHBIX 00BEMOB U HOTOKOB)

\Y
Yacmoma onpedensemcs
UHOUBUOYALHO NO
NOKA3AHUSM

s30¢aroractpoyoieHOCKONHS (TIPH HATTMIHA
MPU3HAKOB MMOPTAIBHOM THITEPTEH3MH)

\%
Yacmoma onpedensiemcsi
UHOUBUOYATILHO NO
NOKA3AHUIM

DanactoMeTpus NiedeHu (IPH HATUYUH
IpU3HAKOB GuOpo3a MeUeHN)

\%
Yacmoma onpedensiemcsi
UHOUBUOYATILHO NO
NOKA3AHUAM

Pentrenorpadus xucreii u
PEHTIEHOAEHCUTOMETPHSI HOSICHUYHOTO
OTJIeN1a I03BOHOYHUKA

\%
Yacmoma onpedensemcs
UHOUBUOYATILHO NO
NOKA3AHUSM

OomnpeneneHre KOHIEHTPauu
m3ocuuromuenuna (Lyso-SM) B kpoBu

\Y
o nauana nevenus u 0ns
MOHUMOPUH2A Mepanuu
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3HaYeHUSA aKTUBHOCTHU «II€YECHOYHEIX) Vv

tpancamunas (AJIAT, ACAT) o nauana neuenus u na 6cex
9manax nogvluenus: 003bl
3T
OKT, 9XO KI' \Y

Yacmoma onpedensemcs
UHOUBUOYATLHO NO

noOKa3aHusiAmM
6. Opranusanus OKa3aHusi MeIUIIMHCKOMN MMOMOUIH
FOCHI/ITaJ'II/ISaI_II/IH ITalfMCHTOB qamie BCCIro OCYHIGCTBJ'IHCTCH B
FeMaTOJIOFI/I‘-IGCKOC/ HCI[I/IanI/I‘-IeCKOC/ raCTpOOHTCPOJIOTHICCKOC OTOCIICHUC HJIIn B

XUPYPrudecKoe/TpaBMaToI0ro-OpTONeINIECKOE OTCICHNEe, TAKKE JICUCHHE MOXET MPOBOJUTHCS B
HEBPOJIOTMYECKOM, ITYJIbMOHOJOTHYECKOM M JIp. OTHAEJICHUSX B 3aBUCUMOCTH OT JIOMUHUPYIOLIUX
CHMIITOMOB 3a00JI€BaHUS.

[InanoBas BakuuuHanus y nauuentoB ¢ BHII tuma A, B, A/B npoBoauTCsS B COOTBETCTBUU C
HannonansubimM KanengapeM npopuiakTUIeCKUX MPUBUBOK.

HeoOxomuMbie OCMOTpPBI  Bpayeii-CIIEIUATNCTOB, JIA0OpaTOPHBIE M HMHCTPYMEHTAIBHBIC
oOcie1oBaHUsS M pEKOMEHIyeMas 4acToTa UX MPOBEJIEHUs IPEICTaBIeHa B pa3zene 5.2.

6.1 IToxa3zanus NS JIAHOBOM rOCIMTAJIH3ANNHA

1. mpoBeneHue IMATHOCTHKU W JICYCHHS, TPEOYIOMUE MPOJODKUTEIBLHOTO (IHEBHOE WU
KpPYIJIO0CYTOYHOE MpeObIBAHUE) MEIUIIMHCKOTO HAONOMECHUS W MOHHTOPHHTA KIMHUKO-
nabopaToOpHBIX MMOKa3aTenei;

2. HEOOXOAMMOCTh TMPOBENEHUS PA3NUYHBIX BHUJOB OKCIEPTH3 WIM OOCIEIOBaHUA B
MEIUIIMHCKOW OpraHU3aIliy IIPU HEBO3MOXKHOCTH IPOBEICHUS UX B aMOYJIATOPHBIX YCIOBUSIX
(B TOM uncie opopmieHue 3aKIr0YeHus (heaepabHOr0 KOHCUIINYMa/BpauyeOHOW KOMHUCCHH);

3. coctosHuMe, Tpelyoliee aKTUBHOTO JIEUEHUS M KPYIJIOCYTOYHOTO  MEIUIUHCKOTO
HaOII0ICHUS,

4. cocrosiHHE, TpeOyIOIIee MPOBEACHHUS BRICOKOTEXHOJIOTUIHBIX METOIOB JICUCHHSI (B TOM YHCIIS
KOHTpOoJIb 3 PpextuBHOCTH D3T);

5. orcyrcTBUe Bo3MOkHOCTH obecrieuenuss O3T B aMOylIaTOpHBIX M CTAllMOHAPO3aMEIIAOIINX
YCIOBUSIX;

6. HEOOXOIUMOCTh TIPOBEJCHHUS pA3JUYHBIX BHIOB OKCIEPTH3 WM OOCIECIOBaHUS B
MEJMIIMHCKOW OpTaHM3allMd TIPH HEBO3MOXXHOCTH TIPOBEJCHUS WX B aMOYJaTOPHBIX
YCIIOBUSX, TPEOYIOMINX JUHAMUYECKOTO HAOTIOACHHUS.

6.2 [Toxa3zanus 15 HEOTJI0KHON/DKCTPEHHOM rOCIUTAJIU3ALNHA
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1. octpele yrpoxarommue Uis KU3HU M Pa3BUTUS OCJOKHEHUH COCTOSHUA, Tpedyroue
HEOTJIOKHOTO JICUCHMs, B TOM YKCJIE MHTCHCHUBHOM TEpamuu, a TaKXKe KPYriIoCyTOYHOTrO
MEIMIIMHCKOTO HAOJIOICHUS ¥ MIPOBEICHUS CIICIIUAIBHBIX BUIOB O0OCIICIOBAHUS U JICUCHUS.

6.3 Iloxka3zaHus K BLINNCKE NAIMEHTAa U3 CTAIMOHAPA

1. orcyrcTBHE yrpo3bl ISl JKU3HU TMAIMEHTAa W YTPO3bl Pa3BUTHs OCIOXKHEHUH, TPEOYIOIIUX
HEOTIIOKHOTO JICUCHHSI TIPH 3aBEPILICHUE TUATHOCTUICCKUX MEPOTPHUSITHIA.

2. crabwimm3anysi  COCTOSHUS W OCHOBHBIX  KJIMHHUKO-Ta0OpaTOpHBIX  TOKa3aTeyel
MaTOJIOTMYECKOTO  TpoIlecca,  OTCYTCTBHE  HEOOXOAMMOCTH B IMPOJOJDKUTEILHOM
MEIUIIMHCKOM HaOJI0ICHUH (THEBHOE WIIM KPYTJIOCYTOYHOE MPeObIBaHUE);

3. BBINOJIHEH IIaH 00CIIeIOBAaHUS U JICUCHHSI TAIIMCHTA, JaHbI PEKOMEHIAINH 110 JATbHEHIIIEMY
HAOJIIOIECHUIO U JICUYEHUIO,

4. HeoOXOJMMOCTh MEPEeBO/a MAIMEHTa B APYroe MEAMIMHCKOE YUPEKIACHUE WU YUPEKICHHE

COIMaJIbHOI'O obecrieyeHus.

7. lonoaHuTeIbHAsA HH(GOpManusa (B TOM Yucjae (PAKTOPbI, BJAUSIONINE HA HCXO/
3200/1eBAHUA WIH COCTOSTHHS)

7.1 Mcxoabl ¥ IPOTHO3

[Tporno3 npu BHIT tuna A, B, A/B 3aBHCHT OT BBIpaXEHHOCTH KIMHHYECKHX IMPOSBICHUH.
Ha3nauenue mnaTOreHETMYECKOM TepanuMu Ha paHHUX CTaausAX 3a00JeBaHUs  OIpenelseT
ONaronmpusATHBII NPOTHO3 W YyiydllaeT kadecTBO >ku3HM Jered ¢ BHII, mpenorBpamas wux
nnBamuan3zanuio. [lpu BHII tuma A nporHo3 HeOmaronmpusTHBIN: JE€TadbHBIM MCXOJ HACTYHaeT B

BO3pacTe TPeX-4eThIpeX JIET, HEPEJAKO — Ha IePBOM oAy >ku3HH [33].

Kpurepuu ouieHKH KayecTBa MeIUIIMHCKOMN MOMOLIH

OpFaHI/ISaHI/IOHHO-TGXHI/I‘IGCKI/IG YCIIOBUA OKa3aHUA MCI[I/IIII/IHCKOﬁ IIoMOIu

- CHCIII/IaJ'II/ISI/IpOBaHHaSI MECIHUIIMHCKAas ITOMOIIb
BI/I}I MECJIUIINMHCKOU NMOMOIIIHN

YciaoBus okazanusi CranonapHo / B JHEBHOM CTaI[HOHAPE
MeAHIUHCKOM MOMOIIH

®opma oxkazaHud IInanoBas

MeAHIUHCKOM MOMOIIH

Kpurepun kayecrsa okazaHusi MeAMIMHCKON MOMOLIHU

No . Onenka
Kpurepuii
BbINOJIHEHHU S

BrimonHeHo ompeneiaeHne aKTHBHOCTH KHUCIOW COUHTOMHENWHA3bl B
1. MATHAX BBICYIIEHHONW KPOBH WJIM JICUKONHMTAX TEpUPEPUIECKON KPOBHU Ha/ner
BCEM MaIleHTaM ¢ KinHnueckumu npossneHussimu bHIT tuma A, B, A/B
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[TpoBeneHo onpeseneHrne BapuaHTOB T€HOB B 00pa3ie OHOIOrHuecKoro
MaTepHaia IpyroM Wik HeyTOYHEHHOM, HeKJIacCu(UIIMPOBAHHBIC B
IpYTUX pyOpUKax, METOJ0M TapreTHOIO BHICOKOMPOU3BOIUTEILHOTO
CEKBEHHPOBAHUS U/HIIM METOJIOM BBICOKOTIPOU3BOIUTEIHHOTO
CEKBEHHUPOBaHMUsI (BbISIBJICHHE OMaIIEIbHBIX TATOr€HHBIX BAPHAHTOB T'eHa
SMPD1) Bcem nanuenrtam ¢ KIuHHYecKumu mposieinenusimu BHIT tuna A,
B, A/B u/unu CHUKEHHOW aKTUBHOCTBIO (pepMEHTA KUCIION
C(PMHrOMHEIMHA3HI B KPOBH ITPH MTOCTAHOBKE JTAarHO3a

Jla/ner

BeinmonHeHo  Ha3HaueHuMe  (EPMEHTHOM  3aMECTHTEIbHON  Tepanuu
npemapatoM A16AB25 Onunynaza anbda TOKXW3HEHHO MAlUEHTaM C
HOJTBEPKIEHHBIM IMAarHO30M Ae(uunTa KUCI0H COPUHIOMUEINHA3bI TUIIA
A/B nmu B (6onesan Humanna-Iluka tuna A/B wim B), y KoTOpBIX
UMEIOTCA  KIMHUYECKM 3HAuuMble [MPOSABICHMs 3a00ieBaHus, He
OTHOCSIIHECS K HEHTPAIBHON HEPBHOM CUCTEME.

Ha/ner

[lpoBeneHa MarHUTHO-PE30HAHCHAsE TOMOTpadusi OpPraHOB OpPIOIIHOM
MOJIOCTH W/WIM  yABTPA3BYKOBOE WCCIIEAOBAHUE OPraHOB OpPIOIIHON Ha/ner
MOJIOCTH (KOMIUJIEKCHOE)

[lpoBenen oOmMii  (KJIMHUYECKWI) aHAIM3 KPOBU  Pa3BEPHYTHIN
(uccnemoBaHue  ypoBHS ~ OOIIEro  TeMOIJIOOMHA,  3PUTPOIUTOB,
JCUKOIUTOB, TPOMOOIMTOB B KpPOBH, TU(PPEPEHINPOBAHHBIA TOJICUET
JeKoIMTOB  (NeiikonuTapHas (opmyna), ONpedeNeHue CpPeaHero
conepxanuss (MCH) wu cpeaHeil KOHIIEHTpalliu TeMOIJIOOMHA B
sputpormrax (MCHC), uccienoBanre CKOPOCTH OCEIaHUs S3PUTPOLIUTOB)

Ha/uer

[1]
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IIpunoxenne Al. CocraB paboueii rpynnsl o paspadoTke u NepecMoOTpy

KINHHYCCKHUX peKOMeHI[a]_[I/Iﬁ

AnucumoBa Uura BagumoBHa — K.M.H., Bpau-reHeTuKk @I'BHY «Menuko-reHeTnueckuit
HayyHbIN LeHTp uM. akagemuka H.II. boukoBay, unen Acconuanum MEIUIUHCKAX T€HETUKOB
Baiinakoa I'asimna BukropoBHa — K.0.H., BeAyluil Hay4HBIH COTPYIHHK JabopaTopuu
HacaeACTBeHHBIX OosesHneld oomMena GI'BHY "Menuko-reHeTHYeCKUid HAyYHBIM IIEHTP HM.
akagemuka H.I1. boukosa", unen Poccuiickoro o0iecTsa MEIUIIMHCKUX T€HETHKOB

BapanoB Auiexcanap AJiekcaHapoBud — akagemuk PAH, mpodeccop, aA.M.H.; mMOYEeTHBIN
npesuaeHt Coro3a nenuatpoB Poccun, coBetHuk pykoogutenss HUW neauarpum u oxpasl
3nopoBbs geteit HKL[ No2 ®I'BHY «PHIX wum. akan. b.B.Ilerposckoro», mpodeccop
kadenpsl meauatpun u gerckoir pesmaroiorun KHUJ3 um.H.®.Ounaroa ®I'AOY BO
[leppiit MI'MY um. .M. CeuenoBa MunsnpaBa Poccun (CeueHOBCkMIl YHUBEPCHUTET),
IJIaBHBIA BHEWITATHBIN ClieLUMANUCT neauarp Munsapasa Poccuun

Bamakmanze Hato /I:zkym0epoBHA — [1.M.H., pyKOBOJUTEIb OTAeNa op(aHHbIX Oosne3Hel u
npodunakTuku WHBaTUAM3UpYrOmKX 3aboneBanuid HUW meamatpum u oxpaHbl 340pOBbS
nereii HKL[ Ne2 ®I'BHY «PHUX wum. akan. B.B.IlerpoBckoro», mpodeccop kademps
dakynprerckoil neauarpun Mucturyra Mmatepuncta u nercrsa ®IAOY BO «PHUMY uwm.
H.N. ITuporosa» Munsnpasa Poccun (ITuporosckuii YuausepcuteT), uieH Coro3a neauaTpoB
Poccun

I'ynpoduna Ouabra CraHHcCIaBOBHA — K.M.H., Bpau-TacTPOdHTEPOJIOr, B.H.C. OTAeNa
opanHbIX OoJsie3HEW M MpodHIIaKTHKU MHBATHAU3UpYomux 3aboneBanuit HUW neauatpun
u oxpansbl 310poBbs nereid HKI[ Ne2 ®I'BHY «PHIX um. akan. b.B.IlerpoBckoro», uien
Coro3a nequatpos Poccun

Jooprinuna Ejlena AngpeeBHa — K.M.H., uieH Coro3a neauatpos Poccun

9. KypxoBa Haranusi Bsiuec1aBoBHa - K.M.H., BeAyIui Hay4dHsld cotpyaHuk HUN
neauatpud M oxpanbl 370poBbs jereit  HKI[ Ne2 ®I'BHY «PHIOX wum. axaz.
b.B.IlerpoBckoro», unen Coro3a neauatpoB Poccum, uineH Accouuanvy MEIULIHUHCKUX
T€HETUKOB

3axapoBa Exarepuna IOpbeBHa — 11.M.H., 3aBeayroIIas JlabopaTopuei HaCJIeICTBEHHBIX
6onesneit oomena ®I'BHY "Menuko-renetnueckuii HayyHbld LeHTp uM. akagemuka H.IT.
boukoBa", unmen Poccuiickoro o0miecTBa METUIIMHCKUX TE€HETHKOB, YICH EBPOMEHCKOTro
oOImiecTBa 1Mo U3y4eHUI0 HACIEeCTBEHHBIX Oose3Hel oomena BeriecTs (SSIEM)

KaiitykoBa Ejiena BraaumMupoBHa — K.M.H., 3aMECTUTEb PYKOBOJIUTEIIS O MEAUIIUHCKON

ACATCIIBHOCTH - PYKOBOJAHUTECIIb KOHCYJIBTATUBHO-AUAIrHOCTUYCCKOI'O EHTPA JIA JleTeﬁ, Bpau-

33



10.

11.

12.

13.

14.

15.

16.

racTPO’HTEPOJIOT, B.H.C. OTAeNa OpdaHHbIX 0oJie3HEH U MPO(PHIIAKTUKYA WHBATUINZUPYIOIINX
3aboneBanuii HUW nmenuarpum u oxpansl 370poBbsa aereil HKL Ne2 ®T'BHY «PHIX um.
akaa. b.B.IlerpoBckoro», nmoumeHT kadenpsl QaxyiapbTeTckoi mneamatpun HMHcTuTyTa
marepuHcTBa U gercrea ®PI'AOY BO «PHUMY um. H.U. [Muporosa» MunszapaBa Poccun
(ITupororckuii YHauBepcurer), wieH Coro3a neauatpoB Poccun

Komaposa Enena BiaaamMupoBHa — J1.M.H., 3aMECTUTENb PYKOBOJMUTENS IO SKCIEPTHU3E
MHHOBAIIMOHHBIX METOJIOB JICUCHHS U PeaOMIUTALUH, BPAu-TaCTPOIHTEPOJIOT, TI.H.C. OT/eNa
ophaHHBIX Oosie3HEH M MPO(HIIAKTUKA MHBATMAU3UpPYOmMUX 3aboneBannii HUWM neauatpun
u oxpanbl 370poBbs jaetedl HKI[ No2 ®I'BHY «PHIX wum. akan. b.B.IlerpoBckoroy,
npodeccop kadenpbl (akymbTeTCKOW TeauaTpuu MHCTUTyTa MaTepuHCTBA W JIETCTBA
OI'AOY BO «PHUMY wum. H.M. IluporoBa» MunznpaBa Poccun (ITuporosckuii
VYuusepcurer), wien Corosa neauatpoB Poccun

Kyunes Cepreii WUBanoBuu — akagemuk PAH, n.m.H.,, nupexkrop ®I'BHY «Menuko-
TEHEeTUYECKUA HayyHblM LeHTp uM. akagemuka H.IL.boukoBa», TIiaBHBI BHEIITATHBIN
CHEIUAJIUCT N0 MEIUUMHCKOM reHetuke Mun3apasa Poccum, npesugeHT Accouumanuu
MEIUIMHCKUX reHeTuKoB Poccun

JlaBpoBa Anna EBreHbeBHa — J.M.H., Bpau BbICIIEeH KBaJU(UKAIIMOHHOW KAaTETOPUH IO
cnenuanbHocT “Tlenuatpus’”, U.0. pyKOBOAUTENS MHCTUTYTA NMEAUATPUU Y HUBEPCUTETCKAS
ximHnka GI'BOY BO «lIpuBomKCKuit UCCIEI0BATENBCKAN MEIUITMHCKUN YHUBEPCUTET» M3
P®, zaBenyromuii 2-M M MHeIUaTpUUECKUM OTACJICHHEM C MEIUIIMHCKON peaduiuTanueit
OI'BOY BO «lIpuBomkcKkuii nCCiaen0BaTeNbCKUN MEAUIIMHCKUA YHUBEepcuTeT» M3 PO
JlaiimeBa OQuabra ApJieHoBHa— JI.M.H., nipodeccop, pykoBoautenb LlenTpa meaurmHckon
peabunuTanuu Poccuiickoil neTckoil knnHuyeckoi 6onpHuIEl — punuana PHUMY um. H.U.
IInporosa Munsapasa Poccun, Bpad BeICILIEN KAaTETOPUHU

Mmuxaiinosa Cpersiana BuraabeBHa — 1a.M.H., 3aBenytomas otaeneHuem OI'AOY BO
PHUMY wum. H.M. IluporoBa OCII «Poccuiickas [erckas Knunuueckas bonbHuIa»
Munznpasa Poccun

Mogscucsin I'oap BopucoBHa — K.M.H., CTapIINil HAyYHBIH COTPYIHUK JTaOOPATOPUHU PEAKHX
HACJIe/ICTBEHHBIX OoJie3He y nered MenuKo-TeHETUYEeCKOro IIeHTpa, Bpad-TieaAuaTp,
TracTPO’HTEPOJIOT racTposHTeposiornueckoro oraeneHuss @I'AY "Hayusblii MeIMIIMHCKUN
HCCIIEIOBATENILCKHUI LIEHTP 310pOBbs eTeil”" Mun3apasa Poccun

Hazapenko Jliogmuaa IlaBioBHa — mnpodeccop, I.M.H., 3aMECTUTENb JUPEKTOpa IO
Hay4YHOH M JIeueOHOM paboTe, pyKOBOAUTEIND Ja0opaTopyun HacleAcTBeHHOHM narosoruu HUN
MEOUIMHCKON TeHeTuku, Tomckoro HHUMI] PAH, unen Acconmanuv MeEIUITMHCKHAX

T'€HETHUKOB
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17.

18.

19.

20.

21.

22.

23.

24,

Hama3zoBa-bapanoBa Jleiiia CeiimypoBua — axanemuk PAH, mpodeccop, a.M.H.,
npesuneHt Coro3a neauarpoB Poccun; nact-npesunent EPA/UNEPSA; pykoBoautens HUN
neguatpu U oxpanbl 3710poBbs  gereit HKI[ Ne2 ®I'BHY «PHIX wuMm. akan.
b.B.IletpoBckoro», 3aBemyromas Kadeapoit dakymprerckoil nemuatpuu MHCTHTyTa
marepuHcTBa U gercrea @PI'AOY BO «PHUMY um. H.U. [Muporosa» MunszapaBa Poccun
(ITuporoBckuii ~ YHUBEpCUTET), TIJaBHBI BHEIITATHBIA  JETCKUH  CICHHAIUCT  TIO
npodunakrudeckoii Meaurae Munsapasa Poccuun

HukonaeBa Exarepumna AJjieKCaHAPOBHA — J.M.H., IIpodeccop, 3aBeAyoIIas OTAEIOM
kinHuyecko reHetukn HUKW negmatpum umenu akaza. FO.E. Benbtumesa ®I'AOY BO
PHUMY wum. H.U. ITuporosa, uien Poccuiickoro o0iecTBa MEIUIIMHCKUX T€HETUKOB
Ilepsynnna Tarbsna MuxaijoBHa — K.M.H., /lupexkrop MHcTHTyTa NEpUHATOIOTHH U
neauatpun, ®PI'bY HMUII um B.A. Anmazoa Mun3apasa Poccun

IloranoB Auexcanap CepreeBu4 — 1I.M.H., mpodeccop, HaYadbHUK IIEHTpa
BOCIAJIUTENIHHBIX 3a00JIEBaHUM KUILIEYHUKA Y JIETEH, 3aBEAYIOIINNA TaCTPOIHTEPOTOTHUECKUM
orneneaneM OI'AY «HMMUILL 3mopoBes pereit»y MunsapaBa Poccum; mpodeccop kadenpsl
neguaTpuM M jAerckol  peBmaronorud [lepporo MOCKOBCKOrO  ToCyAapCTBEHHOIO
MeaunuHckoro yauBepcurera uM. M1.M.CeuenoBa (CeueHoBckuil YHHUBepcUTeT), wieH Coro3a
neauatpoB Poccum, unen EBpomeiickoro oOmiecTBa menuaTpU4ecKoil racTpOIHTEPOSIOTHH,
renaTojloTMM W TNHWTAaHWs, HAlMOHAJIBHBIM mpeacraButenb OT Poccum B EBponelickoi
OpraHM3alliy Mo u3yueHuto 6oae3nu KpoHa u s1I3BeHHOT0 KOUTa

IIymkoB Anexcanap AJjiekceeBHY — K.M.H., BEIyIUH HAyYHBIH COTPYAHUK JIaOOpaTOpUHU
MOJICKYJIIPHON T€HETUKU U MeAUIMHCKON reHoMuku OI'AY "HamnumoHanbHbIH MEIUITUHCKUMA
WCCIEOBATENIbCKUN TIEHTP 370poBbs nereil" MunsnpaBa Poccun, wien Accouuanuu
MEIUIIMHCKUX T€HETUKOB (y4acTHe B UCXOJHOM BEPCUH TIOKYMEHTA)

Penuna Cgseriana Ad¢anacbeBHa — K.M.H.,, Bpaud-reHetuk @PIBHY «Menuko-
reHeTUYeCKU HayuHbI 1IeHTp uM. akagemuka H.I1. boukoBay, unen Poccuiickoro obiectsa
MEJUIIMHCKUX T€HETUKOB, WIEH ACCOLUAIINHI MEIUIIMHCKUX TeHETUKOB

CaBoctbsinoB Kupuia BukropoBuu — 1.0.H., HauansHUK lleHTpa (yHIaMEHTaTBHBIX
uccnenaoBanuii B neauarpun OI'AY "HanuoHanbHbIE MEIUUMHCKUN HMCCIENOBATENbCKUN
LEeHTp 3710poBbs AeTed'" Munznpaa Poccun, wieH Accoumanuyd MEIUIHUHCKUX T€HETHUKOB
(ydacTue B UCXOJHOW BEPCUH IOKYMEHTA)

CeaumssinoBa JInams PoOeproBHa — K.M.H., 3aBeAyollas OTACIOM CTaHAAPTU3ALUU U
W3y4YECHHUS OCHOB JoKa3zarenbHoM MenuuuHbl HUUW nemumarpum M oXpaHsl 310pOBbS JI€TEU
HKI[ Ne2 ®I'BHY «PHIX wum. akan. b.B.IlerpoBckoro», noueHt kadeapbl neauaTpuu 1

netrckoit pesMmaroniorud @I'AOY «llepswiit MI'MY um. .M. CeuenoBa» Mun3apasa Poccun
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(CeuenoBckuii YHUBEpCUTET), ITOIEHT Kadeapbl QakynbTeTCKON mnenuatpuu HMHCTHTYTA
marepuHcTBa U jaercrBa PI'AOY BO «PHUMY um. H.U. Tluporosa» Munszapasa Poccun
(ITuporosckuii Yuusepcurer), wieH Coroza neauatpoB Poccun

25. CmupHoBa Oubra SIkoBiieBHA — Bpau-T€HETUK MEAUKO-TEHETUYECKOTO OTeNICHUs
MockoBckoro ob6mactHoro HWW  akymepctBa M T'MHEKOJOTMM HMEHH —aKaJeMHKa
B.UN.Kpacnononsckoro 'bY3 MOHUALT', unen Coro3a nenuatpoB Poccun, unen Accouuanuu
MEIUIIMHCKUX T€HETUKOB

26. CmeranuHa Haranus CepreeBHa — 1.M.H., npodeccop, 3aMECTHTENb JAUPEKTOpa
NHcTuTyTa remMaTonorui, MMMYHOJIOTUHM M KJIETOYHBIX TexHosorui, ®I'bY «HMUILL JIT"ON
uM. Imutpus PoraueBa» MunsapaBa Poccum, dneH HanMoHanpHOTO remMaTosIOrMYECKOro

oOmrecTBa

27. CrpokoBa Tarbsina BukrtopoBHa — a.M.H., podeccop PAH, 3aBenyromuii otaenenueM
MEeUaTPUUECKON TacTpO’HTEpoJoruu, remnaronorud u auerorepanuun Knunnkun OI'BYH
"OUL| nuraHus u OuoTexHONOTHUH", 3aBENYIONIMK Kadenpoil TacTpOIHTEPOIOTHH U
mueronorun @110 MHOIIP ®T'TAOY BO PHUMY um H.U. ITuporosa Munsapasa Poccun ™

28. Cyo6oTun Jmutpuii MuxaigoBuu — Bpad-reHetuk PI'BHY «Menuko-reHeTn4ecKuii
Hay4yHbI HeHTp UM. akagemuka H.II. boukoBay, uien Acconmanuy MEIULIUHCKAX T€HETUKOB

29. CypkoB Amnjapeii HuxosaeBuu — na.M.H., npodeccop PAH, 3aBenyrommii otaeneHueM
TaCTPO’HTEPOJIOTUH Ul JE€TeH CTalMoHapa Ui JETEW, 3aBEIYIOIIUMH OTIEIOM Hay4YHBIX
OCHOB JIE€TCKOM TacTpO3HTEPOJIOTUH, TIeNaTrojoruu M Merabonudeckux HapyumeHud HUU
neguatpud M oxpasbl 3m0poBbs ngerert  HKI[ Ne2 ®I'BHY «PHIX wum. axan.
b.B.IlerpoBckoro», mpocdeccop kadenpsl ¢dakynpreTrckoil neauatpun  MHcTHTyTa
MarepuHctBa U AerctBa ®I'AOY BO PHUMY wum. H.M. IluporoBa Munzapaa Poccun
(ITuporosckuii YHuBepcurer), wieHn Coro3a neauatpoB Poccun

30. ®egoceenko Mapuna BuaaamciaBoBHa — K.M.H., 3aBeAyloIlas OTAEIOM pa3padOTKU
HAy4YHBIX MOAXOJ0B K MMMYHHU3allUU MAIMEHTOB C OTKJIOHEHUSMH B COCTOSIHMM 3JIOPOBBS U
XPOHUYECKMMH OO0JIE3HSIMM, BEIYIIMN Hay4yHBIH COTpyIHUK, Bpau-nieauatp HUW neguarpun
u oxpanbl 310poBbs aereid HKI[ No2 ®T'BHY «PHIIX um. akan. b.B.IlerpoBckoro», 101ueHT
kadenpel dakynpreTrckoi menmatpuu MuctuTyra MartepuHctBa M jerctBa PI'AOY BO
«PHUMY um. H.U. Iluporosa» MunznpaBa Poccun (IluporoBckuii YHHBEpPCHUTET), UjIeH

Coroza neguatpoB Poccun

[IpencraBurenu oOIIECTBEHHBIX OpraHU3ALUI:
[TorocsH Henu CepreeBna — Bceepoccuiickoe o0miecTBo opdaHHbIX 3a0051€BaHU

I'mymkxoBa Codrst AnexcanapoBHa — Beepoccuiickoe o0miecTBo opaHHBIX 3a00IeBaHUI
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ABTOpPBI IOATBEPHKIAIOT OTCYTCTBHE (PMHAHCOBON MOICPKKHU/KOH(IINKTAa HHTEPECOB, KOTOPHII
HE0O0X0MMO 0OHAPOI0OBATh.

Ipunoxenue A2. MeTo10/10rusi pa3padoTKu KINHUYECKHX PEKOMEeH Al

IleeBasi ayIUTOPHA JAHHBIX KJIMHHYECKHX PEKOMEHIAIMIA:

BpauU-T€HETUKU,

Bpauu-NeaNaTphl;

Bpa4M OOILEH MPaKTUKK (CEMEITHbIC BpayHn);
Bpaun-TaCTPOIHTEPOIIOTH;
BpauM-JETCKHE OHKOJIOIU-T€MaTOJIOIH;
BpauU-reMarToJiory,
Bpayu-11yJIbMOHOJIOTH,

Bpauu-AETCKUE XUPYPIH;
Bpaun-TPaBMAaTOJIOIU-OPTONEIbI,
Bpaun-HEBPOJIOTH;
Bpaun-0(PTaIbLMOJIOIH;
BpayU-3HA0KPHHOJIOT Y,

MEAMIMHCKHE IICUXOJIOTH;

CTYJEeHTBl MeMIIMHCKUX BY30B, opiuHaTOpHI, aCIMpPAHTHI.

Tabauma 1 Illkana omneHku ypoBHEH [gocToBepHOCTH JokazaTenscTB (Y/J) i mertomos
JMArHOCTHKH (JMarHOCTHYECKUX BMEIIATENbCTB)

YA Pacun¢poska

1 Cucrematnueckre 0030pbl HCCIEIOBAaHUM € KOHTPOJEM pePEpEeHCHbIM METOJIOM WU
CHCTEMAaTHYeCKHii  0030p  paHIOMHM3MPOBAHHBIX  KIMHHYECKHX  HCCIICIOBAHUIA
PUMEHEHHEM MeTa-aHaln3a

2 OTnenbHblE HUCCIEAOBAaHUS C KOHTPOJEM pe(epeHCHBIM METOAOM WM OTAEIbHbIE
PaHIOMU3MPOBAHHBIE  KIMHUYECKHE  HCCIENOBaHMSA M  CHCTEMaTH4YecKHe  0030pbl
WCCIIEIOBAaHMI JTFOOOTO [W3aiiHa, 3a WMCKIIOYEHHEM pPaHJOMHU3UPOBAHHBIX KIMHHYECKUX
WCCIIEIOBAHH, C TPUMEHEHUEM MeTa-aHaJIn3a

3 HccnenoBanust 0e3  1MOCIENOBAaTEIbHOTO  KOHTPOJS  PEe(EepeHCHBIM METOAOM  HIIH
WCCIIEIOBaHMS C pe()epPEHCHBIM METOIOM, HE SIBIISTFOIUMCS HE3aBHCUMBIM OT HCCIIETyEMOTO
METOAa WJIM HEepaHIOMHU3MPOBAHHBIE CpPaBHHUTENbHBbIE MCCIEOBAHUS, B TOM YHCIE
KOTOPTHBIE CCIIEI0BaHUS

4 HecpaBHuTenbHbIE HCCIIEIOBAHNUS, ONMCAHUE KIMHUYECKOTO CITydast

5 Nwmeercst mub 000CHOBaHHME MeXaHU3Ma JICHCTBHS WM MHEHHE DKCIIEPTOB
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Tabdauma 2 Illkana omeHku ypoBHEH gocToBepHOCTH pAokazarenbcTtB (YJ) st meTomos
poUIAKTUKH, JTCUCHUS U PeaOMIIMTAIINH, B TOM YHCIIE OCHOBAaHHBIX HA UCIOJIb30BAHUN TTPHPOTHBIX
ne4eOHBIX (aKTOPOB (IPOPMITAKTHUECKUX, ICICOHBIX, pEAOMIUTAIIMIOHHBIX BMEIIATEIIHCTR)

Y/ Pacmmmdposka

1 Cuctemarnueckuii 0630p PKU ¢ npumeHennemM meTta-aHanmn3a

2 | Otmenpasie PKUM wu cucremaTudeckwe 0030pbl HKCCIENOBAaHWM JIOOOTO W3aiiHa, 3a
uckimouenneM PKU, ¢ npumenennem merta-aHanusa

w

HepaHI[OMI/ISI/IpOBaHHbIe CPaBHHUTCJILHBIC UCCIICAOBAHN, B T.4. KOTOPTHBIC NCCIICAOBAHN A

4 | HecpaBHUTENIbHBIE HCCIIEAOBAHMS, OINMCAHUE KIMHUYECKOTO Cllydyash WM CEpUHu CIlly4yaes,
VCCJIEJOBAHMSI «CIIY4aii-KOHTPOJIb)

5 Hmeercss aumb 0O0OCHOBaHHME MeXaHH3Ma HeﬁCTBHH BMEIIATCIbCTBA (I[OKJ'II/IHI/ILICCKI/IC
I/ICCJIeI[OBaHI/ISI) HJIM MHCHUC SKCIICPTOB

Tadauma 3 Illkana oueHku ypoBHeW yOemutenbHOCTH pekoMmeHaanmit (YVYP) mis mertonos
NpopUIAKTUKKM, JHATHOCTUKH, JICYECHUS M peaOWIuTalid, B TOM YHCIE OCHOBAaHHBIX Ha
WCIIOIb30BAaHUHM TPHPOAHBIX  JIeYCOHBIX  (PakTOpoB  (MPOHIAKTHYECKUX, JHATHOCTHYCCKUX,
JIe4eOHBIX, peaOMITUTAIIMOHHBIX BMEIIATEIIHCTB)

YYP Pacuiugposka

A CunpHas pekoMeHaanus (Bce paccMarpuBaeMble Kputepun 3 (HEeKTUBHOCTH (HCXOIbI)
SIBJSIFOTCSL B&KHBIMHU, BCE HCCIIEIOBAHUS MMEIOT BBICOKOE HJIM YIOBJIECTBOPHTEIBHOE
METOAOJIOTMYECKOe KAa4eCTBO, MX BBIBOJBI 0 MHTEPECYIOIIUM HCXOJaM SBIISIOTCS
COTJIaCOBAHHBIMH)

B VYcnoBHas pekoMmMeHnamus (He BCe paccMaTpuBaeMble KpuTepuu dS((HEeKTUBHOCTH
(ucxonpl) SBISAIOTCS BaXHBIMH, HE BCE HCCIEAOBAaHUS HMEIOT BBICOKOE WM
YIIOBJIETBOPUTEIHFHOE  METOJOJIOTUYECKOe KAaueCTBO W/MIM WX  BBIBOJBI IO
MHTEPECYIOIIUM UCX0J1aM HE SIBJISIFOTCS COIVIACOBAHHBIMU)

C Cnabass pekoMeHnanus (OTCYTCTBHE JIOKa3aTEIbCTB HaJJIeKaIlero KauecTBa (Bce
paccmarpuBaemMbie Kputepuu GGHEeKTUBHOCTH (MCXObI) SIBISIFOTCSI HEBAKHBIMH, BCE
WCCIICJIOBAHMS WMEIOT HH3KOE METOJOJIOTHYECKOe KAayeCTBO W WX BBIBOJABI 10
WHTEPECYIOMINM UCX0JIaM He SBIISIOTCS COTJIACOBAHHBIMHU)

Iopsiiok 00HOB/IEHHS KIMHUYECKHUX PEKOMEHIANH

MexaHu3M OOHOBJIEHUS KIIMHUYECKUX PEKOMEH AN [peyCcMaTpUBAET ux
CHUCTEMAaTUYECKYI0 aKTyaJIM3alMI0 — HE PEXeE, YeM OAMH pa3 B TPU roja, a TaKkKe MPU MOSBICHUN
HOBBIX HOAaHHBIX C ITIO3UIIUN I[OKaBaTeJ'II)HOI\/'I MCIOUIIUHBI 110 BOHpOC&M JAUAardHoCTUKH, JICUCHUI,
npopunakTiku W peaOuUIUTallMM  KOHKPETHBIX  3a00NeBaHWM, HaIM4YWd  OOOCHOBAHHBIX

JIONIOJTHEeHNH/3aMedanuil k paHee yTBepkaAEHHBIM KP, HO He yame 1 pa3a B 6 Mecs1ies.
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3.

Ipunoxenne A3. CipaBo4Hbie MaTepHAJIbI, BKIKYas COOTBETCTBHE
NMOKA3aHUIl K IPUMEHEHUI0 U MPOTHUBONOKA3AHN, CIIOCO00B MPUMEHEHHUS 1
103 JIeKAPCTBEHHBIX NPenapaToB, HHCTPYKLIMH 110 NIPUMEHEHHUIO

JEKAPCTBCHHOI'O IIpeniaparta

IIpuka3 Munsapascoupassutus Poccun ot 16.04.2012 N 366H (pen. ot 21.02.2020) "O6
yrBepxkienun [lopsika okazaHust neAuaTpuuecKo moMoIu

[Tpuka3z Munsnpasa Poccuu ot 21.04.2022 N 274n "O06 yrBepxaeHuu [lopsnka okazaHus
MEIHUIIMHCKON MTOMOIIH MallMeHTaM C BPOKJICHHBIMU U (UJIM) HACJIEICTBEHHBIMU
3a0oseBaHUsAMU"

I'ocynapcTBeHHBIH peecTp JeKapCTBEHHBIX cpeacTB: https://grls.rosminzdrav.ru

OcHOBHbIE HOPMATHBHO-NPABOBbIE AKTHI, peryJIMpylolye OKa3aHue NajlJIuaTHBHON

MEINIUHCKON MOMOIIH

1.

®denepanbHblil 3akoH ot 21.11.2011 N 323-®3 (pea. ot 25.12.2023) "O6 ocHOBax OXpaHbI
310poBbs TpaxkaaH B Poccuiickoit @enepammn”

[Ipukaz MunznpaBa Poccun N 345H, Muntpyna Poccum N 372m ot 31.05.2019 "O6
yrBepxaeHuu [lonoxenust 06 opraHu3aluy OKa3aHus MaNTMaTUBHOM METUIIMHCKOM MOMOIIIH,
BKJIIOYAsl TIOPSAOK B3aUMOJECHCTBUS MEIUIIMHCKUX OpraHU3alil, opraHu3aliuii coluagIbHOro
o0CITyXKMBaHUSI M OOIIECTBEHHBIX OOBEIUHEHHM, WHBIX HEKOMMEPYECKHX OpraHM3aluil,
OCYILIECTBISIOLIMX CBOIO JAEATENBHOCTD B chepe OXpaHbl 3710pOBbs"

ITpuka3 Munzapasa Poccun ot 31.05.2019 N 348n (pen. ot 02.11.2020) "OO6 yTBepkaeHUN
MepeyHsi MEAUIMHCKUX U3JENINN, IpeHa3HAaYeHHBIX JUIS MOAAepKaHug (PYHKIUMN OpraHoB U
CHCTEM OpraHU3Ma YeJoBeKa, MPEAOCTABIISIEMbIX JIJIs UCIIOIB30BaHUS HA TOMY"

ITpuka3 Munznpasa Poccun ot 10.07.2019 N 5051 "O0 yrBepxxaenuu [lopsaka nepegauu ot
MEIULMHCKOW OpraHu3alii MalHueHTy (€ro 3aKOHHOMY IPEJCTABUTENI0) MEIUIMHCKUX
U3JeNui, MpeJHa3HAYeHHBIX I MOoJJep)KaHus (YHKUMH OpPraHoOB M CHCTEM OpraHu3Ma
4eyoBeKa, JJI1 MHCIIOJIb30BAHMSI HA JIOMY IPH OKAa3aHWU NAIJIMATUBHOW METUIIMHCKOM

nomMonn"
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IIpoune HOpMATHBHO-IPABOBbIE JOKYMEHTBI, ¢ Y4eTOM KOTOPBHIX pPa3padoTaHbl KIUHHYECKHe

PECKOMEHAAUHA:

1. ®enepanpubiii 3akoH oT 21.11.2011 N 323-®3 (pen. ot 25.12.2023) "OO6 ocHoBax
OXpaHbl 3710pOBbs rpakjan B Poccuiickoit deneparun',;

2. MexayHaponHasi KiaccUpUKanus OOJe3HEW, TpaBM M COCTOSHHM, BIMSIONIMX Ha
3moposbe (MKB — 10);

3. [Ipukaz MunzapaBa Poccunm ot 02.05.2023 N 2058 (pen. ot 04.12.2023) "O6
yTBepKJIeHNH HOMEHKIATyphbl TOJDKHOCTEH MEIUIIMHCKUX PA0OTHHKOB M (papMarieBTUYECKUX
paboTHUKOB";

4, [Ipukaz MunzapaBa Poccunm ot 28.02.2019 N 103m (pen. ot 23.06.2020) "OO6
YTBEPKJACHUH TOPSAIKA U CPOKOB Pa3pabOTKH KIMHUYECKHX PEKOMEHIAIUi, UX MepecMoTpa,
TUTIOBOM (POPMBI KIMHHYECKMX DPEKOMEHIAIMA U TpeOOBaHMH K HMX CTPYKTypE, COCTaBy M
HAyYHOH 00OCHOBAaHHOCTH BKJIFOUAEMOH B KIIMHUYECKUE peKOMEHAannu nHpopmarun"

S. [Ipukaz Munzapasa Poccun ot 13.10.2017 N 804Hu (pen. ot 24.09.2020, ¢ u3Mm. ot

26.10.2022) "O06 yTBep>KICHIUH HOMEHKIIATYPbI MEAUIIMHCKHUX yCIyT"

Ipunoxenne A3.2 MuUHUMAJBHBI KIMHUYECKHMH NPOTOKOJ /sl NEePBOHAYAJIBHOMN
OLCHKHM  INEPBHMYHOIO0  HEBPOJIOTHYECKOI0  MOpaskeHuss npu  JepuuuTe  KUCJIOH

chunromuenunnasspl (600s1e3un Humanna-Iluka tuna A, B, A/B).

Kiaunndeckoe odciienopanue
Hesponoruueckuii ocMoTp

OcMoTp IBMKEHUI a3, MIPEeANOYTUTENHHO Y Bpaua-0()TaibMoJIOra Wil Bpada-HeBposora. Kak
MHUHHMYM, Y TIOCTEIH OOJIBHOT0 HEOOXOIUMO BBI3BAThH TOBTOPSIOLINECS TOPU30HTAIIBHBIE CAKKAIbI
MaKCHUMaJIbHOM aMIUIUTYAbI U CPAaBHUTH MX CO 30POBBIM cyObekToM. JKenarenbHo 100aBUTh
00BEKTUBHOE U3MEPEHHE (HAIPUMEP, HIIEKTPOOKYJIOrpaduio, CBI3aHHYIO C IIOCTOSIHHBIM TOKOM), TaK
KaK TOJIbKO KJIMHUYECKOE 00CIIeI0BaHNE YaCcTO MIPOIYCKACT 3aMEIJICHHBIE CaKKa bl WIIN Mapaind

B30pa
JononauTensHoe 0P TaTbMOIOTHYECKOE UCCIIeI0BAHUE, BKIIOUAs IPSAMYIO 0()TaIbMOCKOIIHIO.

I/I3MepeHHe HepI/I(i)epI/I‘ICCKOFO ci1yxa (BHCKTPOaKy'CTI/I"IeCKaH OMHUCCHUA Yy MAJICHbKUX ,E[CTeﬁ, TOHAJIbHAs

AyAUOMETPUA y TOKUIIBIX Ha]_II/ICHTOB).

Bmya.ﬂmaunﬂ Mo03ra

IIpennouturensHo ¢ nomoiibto MPT wiu, ecnu MPT HenoctynHa, ¢ nomomnisio KT. ¥V ouens

OO0JILHBIX HeTeﬁ CJICAYCT YUUTBIBATH PUCKH aHECTEC3MU U OTKJIAAbIBATH CKAHUPOBAHUE J10 TEX 110D,
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II0Ka COCTOSAHUC pe6eHI<a HE CTaHET KJIUHUYECKH CTAOMITHHBIM.

Helipopusnosorus

0TI

HeHponcuxXoMeTpus

COOTBGTCTBYIOHIGC BO3pacCTy TCCTUPOBAHUEC JOJLKHO OLICHUBATHECA MEAUIUHCKUM IICUXOJIOTOM C
COOTBCTCTBYIOIHGﬁ KBaﬂH(i)HKaHHeﬁ. Bo3moxHo uenecoo6pa3H0 OTJIOKUTH TCCTUPOBAHUC, 0CO0EHHO
Y MaJICHBKHUX ):[eTCﬁ, A0 TEX I10p, IMOKa O6HI€C COCTOAHUC 3JO0POBHA MALIMCHTA HC YJIYUIIHUTCA B
JIOCTaTOYHOM CTCIICHU, YTOOBI MOKHO OBILIO MMPOBOAUTH 3HAYUMBIC USMCPCHUS. CJ'ICI[yeT
HCIIOJIB30BAaTh 06HICIIOCTy1'[HI>Ie HpOTOKOJ’ILI/ IIKaJIbl. MOXKeT HOTp€6OBaTI:C$1 CIICIIMAJIBHOC
TECTUPOBAHUC (HaHpI/IMCp, PCUM U A3BbIKA, IIaMATH, SPUTCIIbHO-IIPOCTPAHCTBCHHBIX HABLIKOB 1

1.1.). Takoe TecTHpOBaHUE AOJDKHO OBITH aIaNITUPOBAHO K MOTPEOHOCTSIM KOHKPETHOTO peOeHKa.

Jpyroe rectupoBaHue

00BEKTUBHOE N3MEPECHUE JBKEHUS TJ1a3 (HAlpUMep, AJICKTPOOKYIIOTpaduio, CBI3aHHYIO C
MOCTOSTHHBIM TOKOM ), MTOCKOJIBKY TOJIbKO KIIMHUYECKOE 00CIIeIOBAaHUE YaCTO MPOIYCKAeT

3aMCIJICHHBIC CaKKaJlbl UJIX ITapajind B30pa.

Wzmepenne nepudepudeckoro ciryxa (3MeKTPOaKyCTHIECKas CllyXa y MaJIeHbKUX AeTel, TOHaIbHAs

ay/IMOMETpPHs Y JIeTel CTapIiero Bo3pacTa).

MPT — wmarnutHo-pe3oHaHcHass Ttomorpadus, KT — komnbetorepHas tomorpadus, I3 —

anexTpo3Hnedanorpapus
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Ipuioxenne b. AJITOPUTMBI 1eHCTBUI Bpaya

AJITOpUTM J1A00PATOPHOI JUATHOCTUKH e(PUIUTA KUCI0H cPUHTOMUETNHA3BI (001e3HI

Humanna-Iluka Tuna A, B, A/B)

[Tomo3penune Ha neuIAT
KHCIION COUHTOMHUETHHA3DI . Hccnenosanne
(BHIT tuma A, B, A/B) OoromapkepoB (cyxoe
IIATHO KPOBH)
Hopma
Hccnenosanue ———] BrisBriensl p
AKTUBHOCTHU (pepMEHTA HapyeHnst l
|
I I Jedunmt kucnoi
CHmxenue [Morpanuynoe c(hUHTOMHETUHA3BI
Hopya - ———=>| gy s AL B, A/B
AKTUBHOCTH 3HAYCHHE ( THNA A, B, )
HCKIIFOYeHa
' I
Juarnos
- Uccaenosanne
rera SMPD1
OHOXUMHUYECKHU

ITaToreHHslii BapuaHT B
TOMO3UTOTHOM COCTOSIHUH WU
JiBa ATOT€HHBIX BAPHAHTA B
KOMIIayH/-T€TEPO3UTOTHOM

OnuH naToreHHBIA BApUAHT B
reTepO3UTrOTHOM COCTOSIHUM,
BapHAaHTHI HESICHOM
KJIMHUYECKON 3HAYMMOCTH
WM OTCYTCTBHE BapUaHTOB

Jnarnos noATBepKAEH HA
MOJIEKYJIIPHO-TEHETHYECKOM
YpOBHE

HccnenoBanue GHOMapKepoB, €CIIH paHee
He OBUIO IPOBECHO, MIIN UCIIONIB30BaHNE
0oJee MIMPOKOTO MOJICKYIAPHO-

TCHECTUYCCKOI'O UCCIICA0OBAaHUA

[Tpuem (ocMOTp, KOHCYNIBTaLNs) Bpada-
TEHETUKA NIEPBUYHBII
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Ipunoxenne B. Undopmanus 1y NaMEHTOB

Yro Takoe 00je3Hr Humanna-Iluka tuna A, B, A/B?

Ha nannbeii MOMEHT H3BeCTHO Oojiee 50 AM30COMHBIX 0O0Jie3HEH HAKOIUIEHHS, OJHOM H3
KOTOpBIX siBNsieTcsl Oone3sHs Humanna-Iluka. bonesns Humanna-Iluka tuna A, B, A/B (medunur
KHCJIOW C(OMHTOMUENNHA3bl) — PEIKOe HACJEACTBEHHOE HapyIIeHHE OOMEHa BEIIEeCTB M3 TPYIIIbI
chunrommnumao3oB. [IpuunHOil 3a0o0sieBaHUE SBISETCA CHIDKCHHE AKTUBHOCTH (EepMEHTa KHUCIIOM
CUHTOMUEIMHA3BI, KOTOPHI MOMOTaeT PacHICIUISATh JXUPBI B OpPraHuM3Me. DTO MPUBOAHUT K HUX
HAKOIUICHHUIO, YTO BPEAWT DPA3JIMYHBIM OpPTraHaM, OCOOECHHO TEYEeHW W MO3Ty. B 3aBHCHMOCTH OT
TSDKECTH CUMITTOMOB M BO3pacTa MPOSIBJIICHHS BBIICISAIOT TpH TUMA: Oone3Hb Humanna-ITuka A, B u
A/B.

JledpumuT Kucioi CHUHTOMHUEIHMHA3BI — OYCHb PEAKoe 3a00JieBaHHME, 4acTOTa KOTOPOrO B
mupe onenuBaercs npumepro 1:100 000 - 1 000 000 HOBOpOKAEHHBIX. B HEKOTOPBIX STHHYECKHX

rpynnax (Hampumep, Cpelid eBpeeB-alIkeHasn) 3a00JeBaHue BCTpeYaeTcs yaile.
Kak nposiBasiercst 60s1e3ub Humanna-Iluka tuna A, B, A/B?

bonesns Humanna-Iluka Ttima A — camas Tsoxenas ¢opma Oone3nn. CHMITOMBI
MIPOSABIISAIOTCS YK€ B MJIAZICHUECTBE, OOBIYHO B TEUEHUE MEPBBIX MECALIEB KU3HU. JI€TH ¢ ITUM TUIIOM
00JIE3HH UMEIOT Cephe3HbIe HAPYLIEHHs MCUXMYECKOr0 U MOTOPHOIO Pa3BUTHUS, Y HUX MOTYT OBITh
poOJIeMbl C MUTAaHUEM, HapyLIeHUs paOoThI MEYSHH U 3HAUUTEIbHOE YBEJIIMYEHUE pa3Mepa MeYeH! U
cenezeHku. K coxxanenuto, TMn A 4acTo NPUBOJUT K paHHEH CMEpPTHOCTH, OOBIYHO B BO3pacrte 10 3

JICT.

bone3snr Humanna-IIuka tuna B IMPOTCKACT 0oJlee MATKO U OOBIYHO HE BJIUSET Ha HEPBHYIO
CUCTCMY. Yy MNanueHTOB C JTUM THUIIOM MOTYT Ha6J'IIOI[aTLCSI YBCJIIMYCHUEC IICYCHU U CCIIC3CHKU,
HpO6J’I€MBI C JICTKUMH U, HHOT A, 3aACPKKa pocCTa. CUMITOMBI MOTYT BapbHUpPOBATLCA OT JICTKUX 10

YMEPCHHBIX, U MHOTUC JIFOJU C TUIIOM B umeror O6I>I‘~IHyI-O MMPOAOJIKUTCIIBHOCTD JKU3HU.

bone3sns Humanna-Iluka tuma A/B — mnpomexyrtouHas ¢opma, rae HaOIIOJAlOTCS Kak
HEBPOJIOTUYECKHE, TaK W CUCTEMHbIE MNposABIeHHUs 3a0oneBaHus. CHUMOTOMBI MOTYT BKJIIOYATh
HapyLIEHUs] CO CTOPOHBI HEPBHOW CHCTEMBI (aTakcHs, MOJIMHEHPONaTHs), a TaKXKe T K€ MPU3HAKH,

4TO U IIpH TUIIC B, BKJIFO4Yasl YBCIMYCHHUEC IIEYCHU U CCIIC3CHKH.

Y nmereii wacto HaOMIOMAaeTCS  pa3ApakKUTEIBHOCTb, HAPYIICHHWS CHA, OECCOHHHIIA,
MIPOIOJDKUTEIBHBIN I1J1a4, pBOTA. BOJIe3Hbh OKa3bIBaeT HETAaTUBHOE BIIMSHUE HA CAMUX MMAIUCHTOB M Ha
JIMIA, OCYNICCTBJSIONIME YXOJ 3a HHUM. OTO CBS3aHO C (PU3UYECKUM, ICUXO3MOIMOHAIBHBIM

COCTOSTHHEM, a TaK)Ke COIMAITbHOMN MU30JIAIHCH.
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Kak ycranaBauBamoT auartio3 6oJie3ir Humanna-Iluka tuna A, B, A/B?

"30710THIM CTaHAAPTOM" COBpPEMEHHOW aWarHocTuku Ooje3nu Hwumanna-Iluka sBhsieTcs
Oouoxumuyeckue MeToibl. Jljii MOATBEP)KAECHUS [UarHo3a IPOBOIAT OIpeNeIeHue aKTUBHOCTH
KHUCJION Cc(UHIOMHENNHA3bl B CyXMX MATHaX KPOBU WIM B JIeHKoLMTax nepudepruueckoil KpoBH.
Taxxe OJIHOBPEMEHHO U3MEPSIIOT YpOBEHb TU30CHUHTOMUEIINHA (Lyso-SM) u
mu3ochuaromuenHoM-509 (Lyso-SM509), koTtopsie TOXEe SBISIOTCS CHEHU(PUYHBIMA MapKepamMH
3TOro 3ab0JIeBaHUsL.

B nononHeHune K (EpMEHTAaTUBHOMY aHAJIM3y, BAXKHYIO pOJIb HUIPAET MOJEKYJSPHO-
TCHETHYECKUH aHaIM3 Ha BBIABICHHE OWAUICNBHBIX MATOTCHHBIX BapuaHToB B reHe SMPDI,
KOTOPBIN KOJUPYET KUCIYI0 COUHTOMHUEINHA3Y. DTO IMO3BOJISET HE TOJIBKO MOATBEPIUTH TUArHO3, HO
U B HEKOTOPBIX CIydasX ONpEAEIUTb KOHKpPETHbIM Tum Oosie3Hu (A, B unu A/B), uto BaxkHO 1u1s
IIPOrHO3UPOBAHMS TeUeHUs 3a00J1€BaHMsI U TUIAHUPOBAHHUS JICUSHHUS.

KommuiekcHoe ucciieioBanue Juist IpeHaTaabHOM TUarHOCTUKY HapyILIEHUH pa3BUTHS peOeHKa
(mpeHaTajbHasi TUarHOCTUKa) mpoBoAuTcs Ha 9-11 Henmensx OepemeHHOCTH. B Marepuane, KOTOpbIi
Ha3bIBaCTCs BOPCHHBI XOPHOHA (TO, U3 Yero B mocieayrooumeM (GpopMHUpyeTcs IUIAICHTa) MPOBOIST
TECTUPOBAHUE JIJIsl BBIABICHUS MAaTOTCHHBIX B reHe. Ha OCHOBaHMM NPOBEJEHHOTO aHalIM3a JeNIaloT
BBIBOJ] O0JieH IUIOJ, WM 3[0pOB, M CEMbSl IPUHUMAET pEIICHHE OTHOCHUTEIbHO JIaHHOU
o6epemeHHocTH. COBpEMEHHBIE TEXHOJOTHH IO3BOJISIOT MPOBOAUTH M MPEUMIUIAHTALMOHHOE
TEHETHYECKOE TECTHPOBAaHUE (MPEUMILIAHTAMOHHYIO THArHOCTHKY). OII0I0TBOPEHHE MPOBOIUTCS
B IpoOMpKe, 3aTeM OTOMPAIOT TOJBKO TE€ OIUIOJOTBOPEHHBIE MOPHOHBI HA CTaJUU HECKOJIBKHUX
0J1aCTOMEPOB, B KOTOPHIX HET CEMEMHON MyTallud M UX UMIUIAHUTHUPYIOT B OpraHusMm marepu. llpu

)IaHHOfI nmpoueaype €CTb CBOU PUCKHU, KOTOPBIC MOXKET Pa3bsACHUTb BPpau-ITCHCTUK.
Kak naciaenyercs 6os1e3n Humanna-Iluka tuna A, B, A/B?

I'en SMPD1, xonmupyrommii KHCIy0 COUHTOMHUENHMHA3Y, JIOKAIW30BaH B XPOMOCOMHOM
obnactu 11p15.1-p15.4. ¥V mauueHToB MNPUCYTCTBYIOT U3MEHEHMS B JAHHOM I'€éHE — «I1aTOr'€HHbIE
BapHaHTBI».

3a0oseBaHue HaclEAYyeTCsl MO0 ayTOCOMHO-PELIECCUBHOMY THUITy. DTO 3HA4YMT, YTO OOJE3Hb
NPOSIBIISIETCS. TOJIBKO B TOM cilydae, €ciad 00a pOAWUTENs SBISIOTCA HOCUTENSIMH O0JIe3HU
(«aTOreHHOTO BapHaHTa») W, XOTS caMH He OOJICIOT, HO KaKABIH TepemaeT peOeHKY M3MEHEHHBIN
reH. bonpmmHCTBO cemeil, Tae ecTh peOEHOK ¢ 3TUM 3a00JeBaHHEM, HE CTAIKHBAINCH PAHbBIIE C
nofo0HONW mpoOieMoil. PucCk MOBTOpHOrO poXJaeHHs peOeHka ¢ JAeQUIUTOM  KHCIOH
C(UHrOMHUEINHA3BI B CEMbE, TJIE YXKE €CTh JIeTH C ITUM 3a00JIeBaHUEM, COCTABIET 25% A Kax a0

OCpEeMEHHOCTH.
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B onHoli cembe 3a0osieBaHME HE BCerJa MPOTEKAET IMOJHOCThIO OJMHAKOBO U IIEpPBBIC
CUMITOMBI MOTYT MOSBJISATHCS B Pa3HOM Bo3pacTte. Y OpaTbeB U cecTép MalueHTa MOXET OBITh
NeUITUTOM KHUCJION C(HUHTOMHUETMHA3BI, JaXXe €CIH y HUX Ha MOMEHT JIMarHOCTUKUA HE OBLIO
CUMIITOMOB 3a00JieBaHus. B 1aHHOM cllydae HEOOX0IMMO ITPOBECTH IUArHOCTHKY, YTOOBI KaK MOKHO
paHbIlle HaYaTh TEPANHI0 U M30eKaTh OCIOXHEHUU. Takke OHM MOTYT ObITh HOCHUTEISIMHU, KaK HUX
pomutenu. Uto Kacaercs IPYrHMX 4WICHOB CEMbH, TO UM BaXXHO COOOIIUTH, YTO OHH MOTYT OBITh
HOCHTEIISIMU. DTO 3HAYUT, YTO U Y HUX €CTh PUCK POXKICHHS peOCHKA C 3TUM 3a00JICBAHUEM.

Bce cempu ¢ 3TUM 3a00J€BaHMEM JIOJDKHBI OOS3aTENBHO MPOUTH MEIUKO-TEHETHYECKOE
KOHCYJIbTUPOBAHHE W TIOJYYHTh IMOJHYHO HH(POPMAIMIO OT Bpada-reHETHKa O PUCKE IMOBTOPHOTO
MposIBIICHUsT 3a00JIeBaHMsI B CEMbE, OOCYIUTh CO CHEIMAIMCTOM BCE BOIPOCHI, CBSI3aHHBIC C
HacjeloBaHUEM 3a0oJieBaHus. Jlewamme Bpayum HE BCerja UMEIOT BO3MOXKHOCTh IOTOBOPHUTH C
CeMbEl M pacckazaTh O PUCKaX M BO3MOXKHOCTSIX, KOTOPBIE MOXKET IMPEJOCTAaBUTh COBPEMEHHAas
reHeThKa. Y Bpadya-TeHeTHKa MOXXHO Y3HAaTh PUCK POXKACHHsI OOIbHOro peOeHKa B JaHHOH ceMmbe,
o0cietoBaTh POACTBEHHHKOB, €CIU ITO HEOOXOIUMO, OOCYAWTHh KOMIUIEKCHOE HCCIICOBAHHEC IS
MpeHATAIbHOM JMATHOCTUKM HApYUICHUW pa3BUTUS peOeHKa (MpeHaTadbHYI [UAarHOCTHKY) U
MPEUMILIAHTAIIMOHHOE TeHETHYECKOE TECTUpOBaHHE (MPEUMILIAHTAIIMOHHYIO JHArHOCTHKY). B
Poccun Menuko-reneTnueckre KOHCYIbTallui padoTaOT B KaXKJIOM PETHOHE.

Jns npoBeeHNs KOMIUIEKCHOTO MCCIICIOBAHUS I TPEHATAIbHOM JUAarHOCTUKU HAPYLIECHU
pa3BuTusi peOeHka (MpeHATATbHOM JTUArHOCTUKH) U TMPEUMIUIAHTAI[MOHHOTO T'€HETUYECKOTO
TeCTUpOBaHUs (MPEHMIUIAHTAIIHOHHON JHArHOCTHKM) Mape MpEeABapUTEIBLHO HEOOXOIUMMO MPONTH
oOcieoBaHNE Ha HOCUTEIHCTBO MATOTEHHBIX BapuaHToB B reHe SMPDI1, BbI3bIBaromuX AaHHOE
3a0oeBaHne, OOpaTUBIINCh B  CICHHAIU3UPOBAHHBIC JMATHOCTUYECKHE JIA0OpATOpUU U
MEJUIIUHCKHUE TICHTPHI.

Kak geuar 6os1e3np Humanna-Iluka Tuna A, B, A/B?

Jleuenue mposiBieHUN JedUIMTA KHUCIOM COUHTOMUEIMHA3bl, HE OTHOCSIIUXCS K
LEHTPAJbHOW HEPBHOM CHCTEME 3aKJIIOYaeTcsi B HA3HAYCHUM MOXU3HEHHOW (epMeHTHOI
3amectutenbHoM Tepanun (P3T). Benenue Henocraromero QepMeHTa MO3BOJIAET YIYYIIUTh
COCTOSIHME TMAaIlMeHTOB, B HEKOTOPBIX CIIydasXx JOOWTHCS MPAKTUYECKHE IOJHOTO KYIHPOBAHUS
OCHOBHBIX KIMHUYECKHX TMposBieHud 3a0oneBanus. O3T mokazaHa [uisi MAlMEHTOB C
MOATBEPKIEHHBIM AHarHo3oM Oose3Hbio Humanna-Ilnka tuna B u 6onesnpto Humanna-ITuka tTumna
A/B, y KOTOpPBIX MUMEIOTCSI KJIMHAYECKH 3HAYMMbIC HEHEBPOJIOTHYECKHE MPOSBICHUS 3a00JICBaHMS.
Baxno kak mMoxHO panbiie Hadath P3T, uroObl M30ekaTh TKENBIX OCIOXKHEHUH 3a00JIeBaHUS.
Tak>ke, B 3aBUCUMOCTH OT COCTOSIHUSI TTALIMEHTA, MPOBOAUTCS MOAJIEPKUBAIOIAs CUMIITOMaTHYeCKas

Tepanus.
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B P® 3aperucrpupoBan oaun npemnapat @3T ¢ mokazanHoM 3P dekTnBHOCTHIO. OCHOBHBIMU
OCIAMU JICUCHUS ABJIAIOTCA:
®* YMCHBIICHUC CINICHOMCTAJIMU U ITOBBIIICHUC YPOBHA TpOM60LII/ITOB;
* perpecc naToJIOrMYecKux U3MEHEHHUH MOpaXEHHBIX OPTaHOB U BOCCTAHOBJIEHUE UX (YHKIIUII;
* yIIydllleHuE MoKa3aTesell (u3nIecKoro pa3BUTHS,

¢ YIIYUHICHUC KAaUCCTBA KU3HHU IMAIIUCHTOB.

Kakoii MOHUTOPHHT HEO0OXO0IUM VISl MAMEeHTOB ¢ 00/1e3Hb10 Humanna-Iluka tuna A, B,

A/B?

HeoOxonumM MynbTUIMCHUIUIMHAPHBIA MOIXOJ K HaOJIONCHUIO U JICYCHUIO CHEHATUCTaMU
pasHbIX npoduiiel IS oOecredeHus KOMIUIGKCHOTO IOAX0Ja K TEpalud W CBOSBPEMECHHOH e€
Koppeknuu mpu Heobxomumoctu. [[imst mamumentoB ¢ Oone3snr Humanna-lIlmka tuma A, B, A/B
HEOOXOIMMBI peryisipHble O00CIeOBaHMsI, BKJIIOYAIOIINE YIbTpa3ByKoBoe wuccienoBanue (Y3U)
OpPraHOB OpIOIIHOM TMOJIOCTH, MPOBEIEHUE OOIIEr0 KIMHUYECKOT0 U OMOXMMHYECKOrO aHalln3a

KpoBH. HeoOXx01MMO TOMTPOCHTh Bpada J1aTh PEKOMEHAANNH 110 YaCTOTE MPOBEACHUS UCCIIETOBAaHHA.
Kak MoryT nomorarthb poanble u 6su3kue?

He 3a0bIBailiTe — OT ceMbHM TakkKe 3aBUCUT ycnex JedeHus. HyxkHo cobmronarsb
PEKOMEHJALUH, HE JIONyCcKaTh OOJIBIINX IEPEPHIBOB B TE€PAINH, YAEIATh BHUMAHUE PeadMIuTallui U
IUTAaHOBBIM  oOcienoBaHusIM. Bce wieHbl ceMbd JODKHBI 3HaTh, YTO MAlMEHT HYXKIaeTrcs B
MpoBeACHUU (EPMEHTHOM 3amMecTUTEeNbHOM Tepanuu. KpaiiHe BaxHO 4YETKO BBIMOJIHATH BCE
Ha3HAYEHUS 10 NIPUEMY JIEKAPCTBEHHBIX MPENapaToB, HA3HAYEHHBIX BPAauOM.

[Tporuo3 3aBucuT oT GopMbl 3a00seBaHMs U Tepanuu. [Ipy cBOeBpeMEHHOM Havaje JeUeHHs
nipu Oosie3un Humanna-IIvka tuna B u A/B Tuna nporsos, kak npaBuio 0J1aronpusTHBIN.

BaxxHo He TepsAThb HaleXKAy M COXpPaHATh AKTUBHBIM M pa3HOOOpa3HbI 00pa3 >KU3HM Ha

CKOJIBKO 3TO BO3MOXHO.

Ipuiaoxenue I'1-1"2. llIkajabl OeHKH, BONIPOCHUKHU U JAPYyrvue OLECHOYHbIE
HHCTPYMEHTbI  COCTOSHUSI  NALMEHTAa, IMPUBEJeHHbIE B  KIMHHYECKHX
PeKOMeHIausAX

He npumensrorcs.
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