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TepMUHbI N onpeaeneHns

(DepMeHTHaH 3aMCCTHUTCIIbHAA TCpaIllnud — JICUCHUC, 3aK/II0YaroIIeCCsa BO BBCACHUU IIpCIiapaTa
(peKOM6I/IHaHTHOFO (bepMeHTa) NnanueHTaM € HaCJICACTBCHHBIM HAPYIICHUCM MeTadoIm3Ma.

JInzocoMuble OOJIE3HN HAKOIUIEHUS — I'pyima HAaCJICACTBCHHBIX MOHOI'CHHBIX 3a60HeBaHI/II>'I,
CBA3aHHbIX C HAPYIICHHUEM Q)YHKHI/II/I JIM30COM.

1. KpaTtkaa wuHcdopmauusa no 3aboneBaHUd WM  COCTOSIHUMIO (rpynnbl
3aboneBaHUN NN COCTOSIHUMN)

1.1. OnpepeneHue 3aboneBaHUs WU COCTOSAHUA (rpynnbl 3aboneBaHUn unu
COCTOSIHUW)

bonesup ®abpu (bP) mmm Gonesnp AnzpepcoHa-dabpu — HacleACTBEHHOE 3a00JIeBaHUE,
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OTHOCSIIEECS K TpyIIe JTU30COMHBIX Oone3neil Hakoruienus (JIBH), oOycinoBieHHOE CHUXEHHEM
WM OTcyTcTBUeM akTuBHocTH (epmenta O -ramakrosmmaser A (ATAJI). leduuur depmenta
NPUBOAUT K HAKOIUICHUIO TIMKO(GOCPOIUIUIOB B JHM30COMAX KJIETOK pPA3IHUYHBIX OpPraHoB,
BKJIIOYAs Cep/le, IOYKH, HEPBHYIO CHUCTEMY M DSHIOTENIUH COCyHoB. 3aboiieBaHHE HOCHUT
MPOTPECCUPYIOMINNA MYJIbTHCUCTEMHBIH XapaKTep, XapaKTepH3yeTcsl CHIDKEHHEM KadecTBa U
MIPOJIOJDKUTEIHFHOCTH JKU3HU. be3 COOTBETCTBYIOIIETO JICYEHUSI CMEPTEIIBHBIA HCXO/, KaK MPaBHIIO,
HacTymaeT Ha 4-5-M JecATWIeTHH KHU3HH OT CepIAeYHO-COCYAUCTHIX, IepeOpOBaCKYISPHBIX
OCJIO)KHEHHH MJIM IOYEYHO# HemocTtaTtouHocTH [1, 4].

1.2. 3tuonorma wu natoreHe3z 3aboneBaHUsi WU COCTOSIHUA (rpynnbl
3aboneBaHU UNN COCTOAAHUN)

[IpuunHO¥i Bo3HUKHOBeHUs b® sBasiorcs myranuu reia GLA, koaupyromero dpepment -
ranakrosugazy A (GLA; EC 3.2.1.22, AT'AJ). I'en GLA kapTupoBaH Ha JUIMHHOM IUIeue
xpoMocoMmbl Xq22.1, umeet pazMep 0KoJ10 12 ThICSY Map HYKJIEOTUIOB U COCTOUT U3 7 IK30HOB.

K nHacrosimemy BpeMenu uaentuduuuposano 6omnee 600 BapuanTos B rene GLA, B ToM uucie
ok0j0 500 mMaTOreHHBIX MYyTallui, HM3MEHSIONIMX CBO¥cTBa u crabmmeHocTs AIAJT [1, 4].
BosbmMHCTBO MyTanuid SIBJISFOTCS YHHUKQJIBHBIMM JUISl KaxXI0M cembu. b® Hacmenyercsa mo X-
CLIETVIECHHOMY THITY.

[lepBuunbiM OuoxumuyeckuM naedekromM npu bD sBisercs HeAOCTATOYHOCTh (epMeHTa
ATAJL, KOTOpBIi OTHIEmIseT TepMUHANbHBINA ocTaTok O -ramakTossl onmmrocaxapumHoil uemu
HEUTpaJIbHBIX TIUKOCPUHronMnuaoB. HegocratouHocTh (epMeHTa MPUBOAUT K HAKOIUIEHUIO B
JM30COMax pasHbIX KIETOK (PHIOTEIHANIbHBIE U  IJIAJKOMBIIIEYHbIE KJIETKH COCYJOB,
SMUTENHATIbHBIE KIETKH OOJIBIIMHCTBA OPraHOB, LIEHTPAJIbHOM HEPBHOM CUCTEMBI, Cep/La)
IJIMKOC(UHTOJIUIUIOB.

1.3. Annaemuonorus 3aboneBaHUsa UNM COCTOSHUA (rpynnbl 3aboneBaHMn UNu
COCTOSIHUN)

B® oTtHOCHTCS K penkum 3aboeBaHusaM. YacTtoTa 00JIE3HH B Pa3IMYHBIX CTpAHAX BapbHPYET
B mmpokux npeaenax (ot 1 ma 117000 go 1 ma 476000 >xuBbIX HOBOpPOKACHHBIX) [1]. UactoTa
HOBBIX ciiydaeB b®, orieHeHHass Ha BBIOOpKaX HOBOPOJKJEHHBIX MaJIbUMKOB, cOCTaBWia B Mtanmun
1:3100 [2], a na TaiiBane 1:2400 [3]. BeposTHOo, 4TO GOJIee pacpOCTPaHECHHBIM SBJISCTCS JIETKOE,
atunnyHoe TeueHue b® ¢ npu3HakaMu MopakeHHs OJJHOTO OpraHa.

[Ipn mpoBeneHWHM CKPUHUHTA TPYII BBICOKOTO PUCKA y MYKYUH M JKCHIIUH C PaHHUM
uHcynbToM gaois b® cocraBuna 4,2% wu 2,15%, CcOOTBETCTBEHHO, C TUIEPTPOQHEH IJIEBOTO
xKenmynouka HescHoro mnpoucxoxnaenus — 0,9-3.9% wu 1,1-11,8%, ¢ TepMuHaIbHOI MOYEYHOM
HemocrarouHocteio — 0,33% u 0,10% [1, 18, 36].

1.4. OcobeHHOCTM KoauMpoBaHuUA 3aboneBaHMA WM COCTOAHMA (rpynnbl
3aboneBaHumn unm COCTOSIHUN) no MexayHapoaHowm CTaTUCTUYECKOMN
Knaccudukauumm 6onesHen n npoodrem, CBA3aHHbIX CO 340POBLEM

E75.2 — [Ipyrue chunronunuaossl (6ose3up Gadpn)

1.5. Knaccudmkauma saboneBaHmMa Unu cocTtosHuA (rpynnbl 3aboneBaHun unm
COCTOSIHUN)

b® otHocurcs k JIBH, moarpymme couHronununo3oB. C KIMHUYECKOW TOUKU 3pEHHS
BbIIEISIOT JBe (hopmbl bD — kiaccuueckyro (ne0oT B J1000M BO3pacTe, MYJIBTUCHCTEMHOE
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MOPAKEHUE) U HEKJIACCHMYECKYIO (II03HEE Hauyauo, U30JIMPOBAHHOE IMOPAXKEHUE OJHOW CHUCTEMBI
OpraHoB: FOJIOBHOTO MO3ra, cep/ua iy mnoyek) [1, 4].

1.6. KnuHu4yeckas KapTuHa 3aboneBaHUs WNM  COCTOAHMA  (rpynnbl
3aboneBaHU UNN COCTOAHUN)

Knunnueckue nposisnenus npu b® moryr ObITh Upe3BbIYAMHO Pa3HOOOpPA3HBIMU KaK Yy JIUI]
MYKCKOT'O, TaK M JKEHCKOIO IIOJIa JAXKE€ y YJICHOB OJHOM CEMbH. BBIPAKEHHOCTh KIMHUYECKUX
nposiBiieanii B® B pazHom Bo3pacte npuseneHa B [Ipunoxenun I'1 [1, 4].

Buemnue ocobeHHOCTH. ['€eMU3UTOTHBIE MYXYMHBI 4acTO MMEIOT XapaKTEPHBbIM BHEIIHUN
BU/JI, HAIIOMUHAIOMINI OOJIbHBIX C aKpOMEraJued — BBICTYNAIOLIUE CYNpaopOuTanbHbIE AYTU U
J00HBIe OYTrpbl, BBICTYIAIOLIAS HIKHSIS YEIIOCTh, YBEJIMUEHHbIE TYObI, 3amaBiiasi IEpEeHOCHUIIa.

Koxurie IMPOABJICHUA. AHFI/IOKepaTOMI)I NpEaACTABJICHBI YCTKO OrpaHMYCHHBIMU IaIlyJIaMnu
KpacHOT0, TEMHO-KpPacHOT0, OOPI0BOTO, JIMJIOBOTO WJIM CHHE-4epHOTo 1BeTa pazmepom 0,2-1,0 cwm,
oOpa3ymoluecss U3 CKOIJICHUH OTAENbHBIX KPOBEHOCHBIX COCYJIOB B BEPXHHUX CIOSIX JEPMbI U
YTOJIIIIEHUE SIUJEPMHUCA B BHJE MOBEPXHOCTHOTO TuIepkepaTo3a. Oyarn Ha HAYaIbHOW CTaIuu
IJIOCKKE, 00Jiee CBETJIOTO IBETA U JIerde MoaaroTcs cxaTuio. C TeUeHHEM BPEMEHU OHU TEMHEIOT,
CTaHOBATCA TBCPIKC M CJICTKA MPUIIOJHATHI HAA IMOBEPXHOCTHIO KOXKU. OOBIYHO OHU PaCIIOJIOKCHEBI
CUMMETPHUYHO B TMaxXOBOM 00JIacTH, Ha SATOAWIAX, Oenpax W B 00JIaCcTH TyINKa, Ha JIAJOHSIX.
EquHuuHble aHrHOKepaTOMbl MOTYT MPHOOpETaTh BHUJA EIUHUYHONM aHr€OKEepaTOMBI, CAPKOMBI
Kanommn, MTHOT€HHOU TpaHyJIEMBI, IIUTMEHTUPOBAHHOTO 0a3aJIbHO -KJIETOYHOTO 51
IUIOCKOKJIETOYHOTO paka B HEKOTOPBIX CIydasX MeJaHOMY. AHTHOKEpaTOMbl MHpPOSBISIOTCS B
JIETCTBE U MOCTEIEHHO C rOJIaMU YBEJIMYUBAIOTCSA B KOJUYECTBE U B pazMepax. MoryT BOZHUKHYTh
TaKKe aHTMOAKTA3UU B CIIM3UCTON pTa M KOHBIOHKTUBE. V3BecTHBI ciiydan bd 6e3 anrnokeparom.

[Tepudepuyeckas HepBHas cuctema. b® oTHOcHUTCA K OOJIE3HEHHBIM TOJIMHEBPOIATHAM. Y
nanueHToB ¢ b® B 60-80% ciydyaeB HabOmiomaeTcss XpOHHUYECKas BBIPAKEHHAs, H3HYpSIOLIas
HeBporaruyeckas 00Jib B KOHEYHOCTAX. J1Jig 3TOM G0JIM TUIMUYHBI TaKUe kKaNoObl, KaK JIUTEIbHAs
&Krydass 0oJib, CTpesiolias IMpoH3aromas 007k, 00yb, MOJOOHAs HIEKTPUYECKOMY paszpsny,
aKpOIapecTe3ud — CIOHTAaHHbIE HENPHUSATHbIC HEOOJEeBbIC ONIYIICHHS IO THUITY MOKaJIbIBAHHS
UTOJIKaMU, MOJI3aHMSI MYpallleK B KHUCTAX U CTOINAaxX, aJJIOJAWHUS — OOJb B OTBET Ha HEOOJIEBOM
CTUMYJI, TUIIEpIAaTUs — Yype3MepHasi OoyieBasi peakuus Ha O0JIEBON CTUMYJ, OHA MOXET ObITh Kak
MEXaHUYECKOM, TO ecTb 00JIb Ha MPUKOCHOBEHUE KUCTOUKOM, BATKOM, TaK U TEMIIEPAaTypHOU — MPH
TEPMUYECKOM BO3JCHCTBUU, NPU MOBBIIIEHUH TEMIIEpaTypbl OKpyxkarouen cpeasl. HexoTopbie
MAUEHTHI TAKXKE OTMEYAIOT JISACHALYI0 00Jib B 001aCTH JaI0HEH Ha MOPO3e.

Kpome moctosiHHOM HeBpomaTHueckod Oonu u akpomnapecre3uit ansi bO Tunuunbel 60seBbIC
KpHU3bl, KOTOpPbIE YacTO BO3HUKAIOT MpPU MEpEeMEHE IMOTOMAbl, JUXOpajKe, (pU3ndeckoi Harpyske,
CTpecce W MOCJe MpHeMa AJKOToJid. DTH 3MU30bl MOTYT BO3HHUKHYTH Yy JIUIl OOOUX MOJIOB U
HayaTbea yxke ¢ AByx Jjer. [Ipu kpuze @abpu Oonb mpuoOperaeT 6osee My4YUTEIbHBIA XapakTep,
MOXET HMPPaAUUpPOBATh U3 AUCTAIBHBIX OTAEJIIOB KOHEYHOCTEH B MPOKCUMAJIBHBIE, JUIUTCS OT
HECKOJIbKUX CEKYHJ [0 HECKOJIbKUX HEJENIb U HE CHMMAETCS HAPKOTUYECKUMH aHaJblE€THKAMHU
[35].

Tounslii MexaHu3Mm HeBpomatudeckoil 0onu mpu bd ocraercs A0 KOHIIA HE HM3YYECHHBIM.
[Ipenmomnaraetcsi, 4To OOJb SIBISIETCS PE3YABTATOM CTPYKTYPHBIX MOBPEXKIACHUI TOHKUX HEPBHBIX
BOJIOKOH B pe3y/bTaTe HAKOIUIEHUS TII000TpHUao3mWiIlepaMuia B aKkCOHaX HEPBOB, TAHTIHUAX 3aHUX
KOPEIIIKOB M B vasa nervorum (JaT. cOCylbl HEpBOB). DTo 00JIeBOM BapUaHT MOJMHEBPOMATUU
TOHKUX BOJIOKOH, mepudepuueckas HeBpomartudyeckas 001b. Takke U3BECTHO O KaiabIU(pUKAIIUN
Tanamyca npu b® (teHTpanbHas HeBponaTuieckasi 00Jb MPH MOBPEKICHUH TalaMmyca).

Ctpanuua 3 u3 35


http://disuria.ru/

KnuHunyeckne pekomeHgaumm — bonesnb ®abpu — 2019-2020-2021 (23.01.2023) — YTBEP)KAEHLI MH3gpaBom PO

Hapymenne noroornenenus. ¥ nanueHToB ¢ b® gacto BcTpedaeTcs: CHUKEHUE WIN TIOJIHOE
OTCYTCTBHME NIOTOOTAEIECHUSI. DTU U3MEHEHMSI CBA3aHbI C HAKOIUIEHUEM IJ1000TpHao3WILEepaMuia B
MOTOBBIX JKeJie3aX M B CTEHKaX KPOBOCHAOXKAIOMIMX HMX COCYJOB, a TaKkKe C TMOpaKEHHEM
BEreTaTUBHBIX HEPBHBIX BOJOKOH (BEr€TaTHBHBIN BapHaHT IMOJIMHEBPONATUU TOHKUX BOJIOKOH). B
PEIKUX caydasX HaOII0JaeTcs TUIepruipos.

LentpanpHas HepBHas cuctemMa. b MOXXHO OTHECTH K OOJIE3HM MAaJIbIX COCYJOB (MajbIX
aprepuil u aptepuoi). Y nauueHtoB ¢ b® BBICOK PUCK Pa3BUTHS TPAH3UTOPHBIX HMIIEMUYECKHX
aTaK M UIIEMHUYECKUX/TEMOPPAarnYecKuX MHCYJIBTOB yXKe B MOJIOJIOM Bo3pacte. YacTora MHCYIbTA
coctaBiseT 6,9% y myx4uH u 4,3% y skeHIUH. Y OOJIBIIUHCTBA OOJBHBIX HHCYJIBT PAa3BUBACTCS B
Bo3pacte oT 20 10 50 jeT, B TOM 4ucie y KaKJIO0TO MATOrO M3 3TUX OOJBHBIX — B Bo3pacTe 10 30
net. 'eMopparndeckuii MHCYJAbT Yy MYXUYUH BCTpEYaeTcs dYaiie, 4YeM Y KeHIUH. Y 2/3 GOoJIbHBIX
WHCYJIBT SIBJISIETCSL CJIEACTBHEM ATHIIMYHOTO TEUYCHHUS OOJIE3HM C W30JUPOBAHHBIM TMOPAKEHHEM
cocyzi0B royioBHOTO Mo3ra. B 50% b® nebrotupyer ¢ Mo3roBoro uHCynbTa. Bemencraue atoro bd
CJIelyeT TMOJI03pEBaTh y BCeX OOJBHBIX C PAHHUM Pa3BUTHEM HWHCYJIbTA JaK€ MPH OTCYTCTBUHU
OYEBUAHBIX MPUYUH U (aKTOpoB pucka. Kpome TOro, BCIEICTBHE XPOHUYECKOW WIIIEMUH
TOJIOBHOTO MO3ra MOXET Pa3BUBATHCS COCYAMCTas JEMEHIIMs, s KOTOPOil XapaKTEpHO CHIKEHUE
naMsTH U TIoBeieHYeckre Hapymenus [1, 4, 7, 35].

[Topaxxenue mouek. I[lepBble CUMITOMBI — MHKPOATLOYMHHYPHUS W TMPOTECHHYPHUS YaIle
MOSIBIIAFOTCS. B TIOJIPOCTKOBOM M B3POCJIOM BO3pacTe, HO MOTYT TMOSBUTHCA W Ha TIEPBOM
necsatuineTuu Ku3HU. C BO3pacTOM MPOTEUHYPHUs TMOCTENEHHO HApacTaeT M MOXKET JOCTUTATh
He(POTUYECKOTO YPOBHS, XOTS pa3BEepHYTbIH HePPOTHUUECKUN CHHIPOM OOBIYHO HE Pa3BHUBAETCS.
Hepenko oTtmeuarorcst kaHamnblieBble HapymeHus. [IpoTenHypust He CONPOBOXKIAETCS U3MEHEHUIMU
MoueBoro ocaaka. [lo3gHee HayMHAaeTCs NOCTENEHHOE CHIDKEHHE (QYHKLIHUU M0YeK, KOTOpOe
MPUBOJUT K PA3BUTHIO TEPMHUHAIBHOM XPOHHUYECKOW TmoueyHoW HenocrtarouHoctu (XIITH).
[Tocnenusis ocraercss OJHOM U3 OCHOBHBIX MPUYMH CMEPTH MaMEHTOB ¢ bMD, X0Ts 3amecTUTENbHAS
MoveyHasi Tepanus Wik TPAHCIUIAHTAIUS MOYEeK MO3BOJISIIOT MPOAIUTH KU3Hb TaKUM OOJIBHBIM. Y
MaIMEHTOB ¢ HeKknaccuyeckoil b BO3MOKHO M30JMPOBAHHOE MOPpAXKEHUE MOYEK. B Takux ciyqasx
JIMArHO3 MOKET OBITh YCTAHOBJICH HA OCHOBAHUH UCCIIECA0BaHMS MIOYeYHOro Ouomnrara [1, 4].

Ilopaxenune cepaua. IlopaxeHue cepauna OTHOCAT K UHUCIY paclpOCTPAHEHHBIX MU
IIPOrHOCTUYECKH HeOaronpuaTHslX mnposisieHuid bd. MMenHo 3aloneBaHus cepaua CTOST Ha
MEPBOM MecTe cpeAu NpU4yuH cMmeptu y mnamnueHtoB ¢ b® (34% cpenu myxuun u 57% cpemu
KEHIUH). XapaKTepHbIM IPU3HAKOM MopaxeHus cepaua npu bd sBusercsa runeprpodus 1eBoro
KeNyJJouKa, KOTopas MOXKeT ObITh BbIsiBIeHa ¢ momorbio DKI', sxokapauorpaduu U MarHUTHO-
PE30HAHCHOM TOMOTpadum.

VYTojIeHre CTEHOK cep/ia Hellb3si 00bICHUTD TOJNBKO OTJIOKEHUEM TIIMKOC(UHTOJIMINIOB B
MHUOLIUTaX W HPOBOJSMIEH TKaHM, TaK Kak UX J0Js cocTaBiseT MeHee 3% oT oOuiel Macchbl
Muokapaa. CoOTBETCTBEHHO, 0ojiee Ba)KHOE 3HAYEHHE UMEIOT UIepTpodus MUOLUTOB U (UOPO3.
l'uneptpouss u ¢ubpo3 MHOKapAa YacTO CONPOBOXKIAKOTCA AMACTOIMYECKONW AUCHYHKIUEH
neBoro  okemygouka.  Jlng omeHku — QyHKOMM  cepala  OPUMEHSIOT  TKaHEBYIO
nomnmiepaxokapauorpaduio  (gonmiep-OxoKI'), pe3ynbraTsl KOTOPOH MOTYT HUMETh Ba)KHOE
3Ha4YeHHE B JMArHoCTHKe OECCHMIITOMHOTO NOpaxeHHs cepaua. Hapymenus nmactonnyeckon
(GYHKIMU MOTYT TPUBECTH K Pa3BUTUIO CEpJEYHOM HemocTaroyHocTH. [Ipu3Haku 3acTOHOMN
CEpICYHON HEAOCTAaTOYHOCTH BBUBIAIOTCY Yy 11% MyxunmH u 6% xenmuH c¢ b®d. Yacro
Pa3BUBAIOTCS NpPEICEPIHbIE M KEJYJOYKOBbIE apUTMHM U HapylIeHUs MpoBoIUMOCTH. MHpapkT
MHOKapAa OBl JMAarHOCTHPOBAH TOJNBKO y 2% mamueHtoB. TeM He MeHee, CTEHOKapIus
Habmonanace y 13-20% nanuentoB ¢ b® u yarie npu HAIMUYUK TUIEPTPOPUU JIEBOTO JKEITYI0UKA.
W3menenust kinanaHoB cepaua npu b® BerpewaroTcs 4acTo, HO OOBIYHO HE MMEIOT KIMHHUYECKOTO
3Ha4YeHUs. BO3MOXKHO MOHOCMMITOMHOE TE€YeHHE 3a00JIEBaHUS C MOPAKEHHUEM TOJIBKO cepaua

Ctpanuua 4 u3 35


http://disuria.ru/

KnuHunyeckne pekomeHgaumm — bonesnb ®abpu — 2019-2020-2021 (23.01.2023) — YTBEP)KAEHLI MH3gpaBom PO

(nexknaccuyeckas b®d) [1, 4, 13].

[Mopaxkenne mumdaTnyeckoil cucteMbl. PazBurhe numdenemMbl CBA3aHO C HAKOIUIEHHUEM
TJIMKOJIMIIUIOB B CTEHKAX JUMQATUYECKUX cOCynoB. Y OonbHbIX BD numdenema mposBiaseTcs B
MIOJAPOCTKOBOM MJIM B3POCJIOM BO3pacTe€ M IPU OTCYTCTBUM HEOOXOJUMOTrO JIEUYEHUS MOXKET
MPUBOANTH K BBIPAKEHHBIM TPO(MUUYECKUM H3MEHEHUSM C HU3BSI3BICHUSAMH KOXXHOTO ITOKPOBA
HWKHUX KOHEYHOCTEU U OCJIOKHATHCS POKUCTBHIM BOCIIAJIEHUEM U CEIICUCOM.

OdranbMoNOruveckue HapylmieHus. THIMAYHBIM CUMOTOMOM b® sBisieTcs MOMyTHEHHE
poroBuill B Buae 3aBUTKOB (70-90% Oomeubix) [1, 14, 15]. Penxo BcTpewaroTcs 3amHsis
cyOKarcyisipHas KaTapakTa ¥ MOPaXeHUE COCY0B CETYATKH.

W3meHeHust co CTOpOHBI OPraHoOB CilyXa M BeCTHOYJSpHOro ammapara. Y nainueHToB ¢ b®
MOXET OTMEUYAaThCs CHWKEHHE CIIyXa, IIIyM B YIIIAX, TOJOBOKPYKEHUE.

OcoOenHocty kauHUYeckor kaptulbl b® y nereil. IlepBrle kinHnYeckue nposiieHus bO y
JIeTel yalle BCEro BO3HUKAIOT B MOJPOCTKOBOM M IOHOIIECKOM BO3pacTe, XOTs MHOTJa IMPU3HAKU
3a00J1€BaHUsI MOTYT JeOIOTHPOBATh U B 2-4 Tona [1, 4, 5]. CHavana cuMnTOMBI 3a00J1€BaHUS UMEIOT
HecnenupUIecKuii XapakTep, YTO 3HAUUTEIbHO 3aTPYAHSET U 3aMeUIsieT MOCTAaHOBKY AMAarHo3a.
D10 MOXeT ObITh 00Jib, AUCKOM(OPT B KHUBOTE, HEOPOPMIIEHHBIH CTYyJ, CYXOCTh KOMXHBIX
MTOKPOBOB, IJIOXasi MEPEHOCHUMOCTh Kapbl, NHOTJA NMPUBOASAIIAS K PA3BUTHIO JIUIMOTUMHUYECKHUX,
O0OMOpPOYHBIX COCTOSIHUH, SMU30JUYecKre OoJin B cTomax uiau KucTax. Ecim OGonmum B pykax
NeOITUPYIOT B BO3pacTe MEHee 3 JIeT, TO Bepu(UIMPOBATH UX OBIBACT KpailHE CIIOXKHO, T.K.
BHEIIHE 5NU30J OO0JM BBIMISIAUT KaK HCTEpHUKa, NCHUXOMOTOpHOE Bo30yxaeHue. KocBeHHBIM
MIPU3HAKOM SIBJISIETCSI TO, YTO PEOCHOK YCTIOKAaWBAETCs B IPOXJIATHOM BoJie (OacceiiH), UCTIBITHIBACT
oOJeryeHne, KOrja JIOKUTCA Ha XOJIOJHYIO TIOBEPXHOCTh (Hampumep, KadenbHbId 1oa). B
JanbHENIeM XajoObl Ha OO0JIM B KOHEYHOCTSIX CTAaHOBATCS OoJjiee YacTbIMU U TMOCTENEHHO
npuobpetatoT TunuuHble 11 b nposBneHus.

lNactposnTeponoruueckue nposiBiIeHUs 00JIE3HH MOTYT ObITh OJHMM M3 MEPBBIX CUMITOMOB
3a00JIeBaHUs B JIETCKOM U IOHOIIIECKOM BO3pacTeé M BO3HHKATh Ha MEPBOM JECATHIIETUH >KU3HU,
OJIHAaKO B CHJTy CBOEH Majoi crerupuIHOCTH SBJISIIOTCSI KOCBEHHBIMHU Mapkepamu b® B coueranuu
c AapyruMu OoJiee TUNMUYHBIMU cuMmnToMamu. Hambosee vacto HaOMIOAAIOTCS CXBAaTKOOOpas3HbIE
007 B KUBOTE, B3JyTHE >KMBOTA, HEYCTOMUYMBBIM CTyJ, TOIIHOTA, PBOTA, CHWKEHHE alEeTHTa U
neduInT Beca.

Crnenuduyeckoe "MyroBuaToe" MOMyTHEHHE POTOBUIIHI (TaK Ha3bIBaeMas "BOPOHKOOOpa3Has"
KepaTomnartus UM cornea verticillata) — gacTelii cuMnTOM B AETCKOW M MOJAPOCTKOBOM MOMYJISIIUU
nanueHToB ¢ b®. Ero moxxHo oOGHapyxuTh B Bo3pacte 4-5 ner. Takas cnenuduyHOCTb Jenaer
BO3MOXHBIM MPEANOI0KUTh Hannuue b® Ha panHeit ctanuu. Takue U3MEHEHUs, KaK MOMYTHEHHUE
XpycTajquKka B BHJAE pagualibHON 3aaHel cyOkamcymspHOM kartapakTel — "karapaktel ®abpu" u
JIBYCTOPOHHEH MepeHel KancCyIsIpHOi U MOIKAINCYISIPHON KaTapakThl PEAKO BCTPEUAIOTCA Y AeTei
U SIBIISIFOTCS TATOTHOMOHUYHBIMU CUMIITOMaMH Y B3POCIIBIX OOJBHBIX.

Tunuuneie KokHble mnposiBieHus bd — aHTHOKepaTOMbl, Takke MOTYT HaOMIOAAThCA Y
MAIUEHTOB YK€ B JETCKOM Bo3pacre. llepBble 27€MEHTHI 4acTO MOSBIISIFOTCS B NOAPOCTKOBOM
BO3pacTe, KaK MPaBHIIO, OBIBAIOT €AUMHUYHBIMUA U MOTYT UMETh HETHUIHYHYIO JIOKATH3auio (Y,
IpyJIHas KJIeTKa), Ha CIU3UCTBIX MOJIOCTH pTa, IMO3TOMY HMX OOHapyKeHHEe 4YacTO BechbMa
3aTPyJHUTEIBHO U BO3MOXKHO IOCJIE TIATENBHOIO OCMOTPA.

[TopaxkxeHne mMoYeKk TakkKe 4acTo JeOIOTHUpYeT B JAETCKOM Bo3pacte (B 3-5 ser), oAHaKo
KJIMHUYECKHM OHO HMKAaK He TMpOsBIsSeTcA. BBIIBUTH €ro BO3MOXKHO TOJBKO J1a0OpaTOpPHBIMU
MeTOoJaMM (CyTO4Hasi AKCKperus Oenka/aapOymuHa ¢ Moyoi). IlepBbIM MpHU3HAKOM TUCHYHKIUH
II0Y€EK, YaCTO UMEIOIIUM MECTO Y IeTEN U NMOAPOCTKOB, cTpatatomux bd, apnsgercs snuzoanyeckas
MUKPOIPOTEUHYPHSI 1 MUKPOAILOYMUHYpUs (9KCKperus anbOymuHa ¢ Mouoit ot 30 mo 300 mr/24
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4). B nanpHeimem anbOyMHUHYpUsT CTAaHOBHUTCSI IOCTOSIHHOHM, €€ ypoBEeHb yBeiauunBaercs. Kak
npaBujo, OoJjiee TsHKENOe NOpaKeHHE MOYeK JUIS JeTeid M IOJPOCTKOB HE XapakTepHO, a
KIIMHUYECKHUE NTPU3HAKU MOSBIISIOTCS HA TPETHEM JECSITUIICTUU KU3HHU.

CuMITOMBI MOPAXKEHUS CEPACUHO-cOCcyaucToil cucreMsl npu b® B moapocTkoBoM Bo3pacTte
BECbMa CJIOKHBI JJISl JUArHOCTUKU. TakK, y MOJIPOCTKOB OBIBAIOT MEPUOAUYECKUE MOIBEMBI WU
MaJICHUs] apTePHAJIbHOTO JIABJICHUS, WIM, KaK NpPaBUJIO, OCCCHMITOMHBIC BAapHAHTHI ApUTMHIA,
3apEerUCTPUPOBAHHBIE HA AJIeKTpokapauorpamme. OnHako 4eTko AuddepeHIupoBaTh pPaHHHUE
nposiBiieHus: b® 0T BO3pacTHBIX BEr€TaTUBHBIX HAPYIIEHUN B OOJIBIIMHCTBE CIy4acB HEBO3MOXKHO.

Jpyrumu KpailHE peAKMMH HEBPOJIOTMYECKMMU MposiBiieHHsMU bd y nerei sABIAIOTCA
1epeOpOBACKYIIApHBIE HAPYIICHUS, COMPOBOXKAAIONIMECS TIOBBIMICHHBIM PHCKOM HHCYJIBTA.
NMmeroTcss nuTepaTypHble JaHHbIE O IMAMEHTaX, UMEIOIIMX MPEXOAlIue HapyMIEHUs MO3TOBOIO
KpoBooOparienus ¢ 12 ser [5].

Hapymenust cmyxa oTHOCATCS K THNUYHBIM TiposiBiieHunsiM b®. K Gonee panHUM cuMnToMam,
BO3HUKAIOIIMM B JIETCKOM U MOJPOCTKOBOM BO3pPACTE, OTHOCSTCS IIYM (3BOH) B ylIax (OJHO- WM
JBYXCTOPOHHMI) U TOJIOBOKPY)KEHHE, K KOTOPBIM C BO3pacTOM IMPHCOEAUHSIETCS HEMpOCEHCOpHas
TYTOyXOCTb.

K wmenee cneuuduuHbiM cuMnOTOMaMm 3a00JieBaHUS, PEJIKO BCTPEHAIOLIUMCS y JeTed u
MOJAPOCTKOB, TAaK)K€ OTHOCATCS OCOOCHHOCTH BHEIIHOCTH (M3MEHEHHsI MO TUIy aKpOMETaauu),
HapylIeHUs JbIXaHUs, AaHEMHUs, CKeJeTHble aHoManuu (Aedopmanusi AUCTANbHBIX OTIENIOB
Mex(aNaHTOBBIX CYCTaBOB MAaJIbLEB PYK C HApYIIEHHEM MX MOJBUKHOCTH, YTOJIIEHHE KOHIEBBIX
¢dananr nanpleB Mo Tumy "OGapabGaHHBIX TMajoyek"), OCTEONEHHS, OCTEONOpo3, TPEUIMHBI U
ApUTEMATO3HbIE U3MEHEHHSI TPUOOBUIHBIX COCOUKOB Ha JI0P3aJIbHOM MOBEPXHOCTH SI3bIKA; TJIOCCHT,
I'PaHyJIE€MaTO3HBIA XEUIINT, THIIOTUPEO3, 33I€PKKA MTOJIOBOTO Pa3BUTHsI, IPUANIA3M H IP.

2. [InarHocTtuka 3aboneBaHMA WUNMU COCTOSAHMA (rpynnbl 3aboneBaHUMW WU
COCTOSIHUA) MeAUUMHCKME MNOKa3aHMA WU MNPOTUBOMNOKA3aHUA K NPUMEHEeHUIo
MeTO[O0B ANarHOCTUKMU

JuarHoz b® ycraHaBiMBaeTcd Ha OCHOBAaHMM COBOKYIIHOCTH aHAMHECTUYECKMX U
KIMHUYECKMX JAHHBIX, pPE3YJbTaTOB JIAOOPAaTOPHOIO HCCIeA0BaHUS (OMOXMMHUYECKOTO U
MOJIEKYJISIPHO-T€HETUYECKUX UCCIIEJOBAHNUI).

3anono3puts b® npouie npu HaIUYMK KIACCUYECKOIO BapHaHTa — CUCTEMHOIO 3a00JIeBaHUs
C NOpaXCHUEM II0YEK, CEpALA, KOXKHU, HEPBHOW CHCTEMBI, JKEIYAOYHO-KHUIIEYHOIO TPaKTa, OpraHa
3peHust. OHaKO NMOpakeHHe CepAlla MM IMOYEK MOXKET ObITh €JMHCTBEHHBIM IposiBieHueM bD. ¥V
TAaKUX MAaIMEHTOB OTCYTCTBYIOT KakKue-TMOO CHMITOMBI 3a00JIeBaHUS B JIETCKOM BO3pacTe.
JluarHocTHpoBaTh aTUNHW4YHbIE BapuaHTbl bd MOXHO TOJIBKO IyT€M CKpPHUHHHIA TPYII PHUCKA.
[Ipennonarate b® cnenyer y BceX MAaUEHTOB ¢ runeprpodueidl MHOKapia JIEBOTrO KelyJouka
HESICHOTO IPOUCXO0KICHHS U UHCYJIBTOM, Pa3BUBIIMMCS B MOJIOJIOM Bo3pacte (10 40 sier).

HuddepeHnnanpbHas IUarHOCTUKAa aHIMOKEpPAaToOM. BblsBIeHHE aHTHOKepaToM SIBISETCA
BAKHBIM JauarHoctudyeckum "kimouoMm" mnpu b®. Bo Bpems Kpu30B, CONPOBOKIAOIIMXCS
JUXOpaZKod M OOJSIMHM, AHIMOKEPATOMBI MOTYT OBITh IHPHUHATHI 3a IETEXHUAIbHYIO ChIIb, YTO
IPUBOAMT K YCTAHOBJICHHIO OMIMOOYHOIO AMarfHo3a MeHWHrura. JuddepeHnuanbHblii AMardos3
CJIeyeT TakKe IIPOBOJUTH C HACIEACTBEHHON reMOpparnyeckoil renanruskrasueit Penaro-Ocnepa-
BeGepa, c¢ anrumokeparomoiri ®Poppaiica, aHruoxkeparomoil MubemTM U  OrpaHUYEHHOU
HeBU(OPMHOI aHTMOKEPaTOMOH TYJIOBUILA.

AHIHOKepaTOMbI TaK)Xe€ BCTPEUAKOTCS M MPU JIPYTUX JIM30COMHBIX OOJIE3HSIX HAKOIUICHUS:
6one3nu Hunnnepa, pyko3unose, raHrIMo3u103€, aCHAPTATIIIIOKO3aMUHYPUH U CHATIMJIO3€.

bonesoit cunapom. bonesoit cunapom npu b® uacto compoBoxgaercs cyOheOpHiIbHOM
nuxopaakoi u noseiieHHOW COD, 4TO 4acTO NPUBOJUT K YCTAHOBJIEHHUIO "JIOJKHBIX"' JIMAarHO30B:
PEBMATOMIHOTO apTPUTA, PEBMATHUECKOM JIMXOPAIKH, apTPUTOB, SPUTPOMENAITUHU, CHHIPOMA
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Petino.

IToyeunas naronorus. [Ipm H30JMPOBAHHOM IMOPAKEHHM IIOYEK MOYEBOM CHUHIPOM MOKET
OMOOYHO MHTEPIPETUPOBATHCS KAK XPOHUYECKUH JIATCHTHBIM  TJIOMEpPYIOHEPPUT WU
MHTEPCTULIUAIBHBIA HEPPUT.

Cepneuno-cocyaucras cucrema. CHMITOMBI CXOAHBI C KapAuOMerajauel Wiu apuTtMuein
HESICHOTO I'eHEe3a.

Odranpmonoruueckue HapymeHus. C MOMOIIBIO MIENEBOW JIAMITBI BBISBIISIIOT OMYTHEHHE
POTOBHIIBI B BUJIE 3aBUTKOB.

Kenynouno-kumeunsiii TpakT. JKenyq04HO-KHUILIEYHbIE CUMIITOMBI ITpU b® MMET cX0ACTBO
C CUHIPOMOM pa3paXeHHOI0 KHIIeUYHNKa, 00e3Hbt0 KpoHa.

Huddepenunansabiii quarno3 b® npeacrasnen B [Ipunoxennn [12.

2.1. XKano6bl n aHamMmHe3

CriekTp BO3MOKHBIX Kajio0 y manueHToB ¢ b MoxkeT ObITh BeChbMa IMMPOKHM U 3aBUCHUT OT
¢dopmbl 3a00sieBaHMS (KJIACCUYECKOW MJIM HEKJIACCMYECKOM), IMoJyia manueHta (y JKeHIIUH
3a0o0sieBaHME OOBIYHO MpOTEeKaeT B OoJiee Jierkod M cTepToil dopme), Bo3pacTa MaHU(ECTAUU
00JIe3HN M MHIUBUAYAIBHBIX OCOOEHHOCTEHN TeUeHUs 3a00JIEBaHMSI.

KanoObl 1 aHAMHECTHYECKHE COOBITHUSA:

- OTATOIICHHBIA CEeMEWHBIN aHaMHe3 (00 B KOHEYHOCTSAX, PAaHHHE WHCYIBTHI, HWH(PAPKTHI,
XpoHUUecKas nmoueyHast HeaoctatouHocTh (XITH) B cembe);

- YTOMJIIEMOCTB;

- IETIPECCHSI;

- aHruokeparoma "HIKe mosica': Ha SroJuIax, MOSICHUIIE, MOJIOBBIX OpraHax, Ha HUKHUX
KOHEYHOCTSIX;

- CHIDKEHHE CllyXa, IIyM B YIIIax;

- TOJIOBOKPY>KEHUS;

- 0011 B KUCTSAX M cTONax (My4YUTENIbHOE UyBCTBO MOKAJIBIBAHUS WM TOJI3aHUS MypalleK B
KOHEUYHOCTSIX, OOJIBIIIE B KUCTSAX M CTOMAX (aKPOIApacCTE3nH ),

- MOBBIIICHNE YYBCTBUTEIILHOCTH C JIOKaJIW3alyel B 001acTU CTOI U KUCTE;

- 00K B cycTaBax KOHEYHOCTEH, OeIpax U roJieHsX;

- 0osieBble KPU3bI (3TO XapaKTepHOE OTIMYME OT APYTruX OOJEBBIX MOJUHEBPOMATUN TOHKHUX
BOJIOKOH B 110J1b3y b®D);

- 00JH B KUBOTE;

- INXOpaJika HEACHOTO reHe3a;

- IJI0Xasi IEPEHOCUMOCTD XO0JI0Ja U Kaphl;

- TUTIO- WJIM aHTHU]IPO3;

- XpOHUYECKas auapes;

- IEpEHECEHHbIN UHCYIIBT/UHCYIBTHI,

- TMPU3HAKU TMOPAXKEHHsS IMOYeK (MPOTEHHYpHUs, TOBBIIICHUE CHIBOPOTOYHOTO YPOBHS
KpeaTUHHHA);

- TPU3HAKU TOPaKEHHUs CepIeYHO-COCYAUCTOW cuctembl (Oomu B cepaue, nepedow,
n3menenus Ha DKI);

- KaTapakTa;

- IOMYTHEHHUE POTOBUIIBI.

’KanoOwl 1 aHaMHE3 TaKke OMUCAHBI B pa3zene "KInHuYeckas KapTuHa'.

2.2. ®usnkanbHoe obcnegoBaHue

BbIpakeHHOCTh KIIMHUYECKUX MposiBIeHU b® B pa3HOM BO3pacTe MOKET BapbUpOBaTh, IIpU
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(bU3MKaTBHOM OCMOTpPE MOTYT MPOSIBIIATHCS cienyronue npu3Haku bd:

- rpyOBbIe YepTHI JINIIA;

- aHruokepaToMa (BHYTPEHHSSI MOBEPXHOCTh Oelep, KHUCTH, >KUBOT, CIU3UCTBIE POTOBOM
MOJIOCTH);

- IPU3HAKH YBEITUYCHUS Cep/La;

- IpU3HAKU NepUPEPUIECKOTO O0JIEBOTO CHHIPOMA B paMKaX AUCTAILHON MOJUHEBPOIIATHH C
MPEUMYIIECTBEHHBIM OPAKEHHEM TOHKUX BOJIOKOH;

- IPU3HAKH TIEPEHECEHHOTO MHCY/bTA (TIape3bl, HApYIICHUS PEUH).

[TogpoOHO nanHBIC (HU3MKATBHOrO OOCIEIOBAHUS ONHUCAaHBI B pasjene "KIMHHYeCKas
KapTuHa'.

2.3. JlabopaTtopHble AMarHoCTU4YeCcKue nccnenoBaHusA

- PexomennoBaHo omnpenenenue axtuBHOCTH AI'AJI B msTHax KpOBM, BBICYILIEHHBIX Ha
(GuIbTpOBANBHON Oymare Uiy B JEHKOLMTAX KPOBH BCEM MallMEHTaM MYKCKOTO 10J1a (B TOM 4HCIIe
Y Ha JTOKJIMHWYECKOW CTaIuK) JJIs MOATBEPKIACHUs auarnosa [16, 26, 28, 29, 37].

YpoBeHb yOeTUTENbHOCTH peKOMEHanK — A (YPOBEHb JOCTOBEPHOCTH JI0KA3aTEILCTB 3).

Kommentapun: VY MyXuuH CHMKEHHas akTUBHOCTh AI'AJl  sBisercs 10CTaTOYHO
nHpopmatuBHbIM npuszHakoM b®. Opnako y Tpetu >xeHummH ¢ b® aktuBHOCTH 3TOrO (hepMeHTa
MOXeT ObITh B HOpME [17], mMO3TOMY TpH NPOBEACHUU (EPMEHTHOTO TECTa KEHIIUHAM 3TO HYXHO
yunuthiBaTh. [IpaBmia 3abopa Ouomarepuana A TNPOBEACHUS MCCIEAOBAHUNW B MATHAX
BBICYILIEHHOW KpOBH npuBeieHbl B [Ipunoxennn 6.

- PexomeHz0BaHO TpOBENEHHE MOJEKYISIPHO-TEHETUUECKOTO HCCIEOBaHUS sl BCeX
MalMeHTOB CO CHW)KEHHOW akTUBHOCTHIO (epmenTa AI'AJl M nmis nuIl JKEHCKOTO TMoja TpH
KIMHUYECKOM TMoJio3peHnu Ha b® u mnpu Haimuuu poACTBEHHUMKOB ¢ b®d B poocioBHOI:
BbIsiBJIcHUEe MyTtanuid B reHe GLA, xomupyromem AI'AJl ayis mOATBEp)KICHUS IUMarHo3a Ha
MOJIEKYJISIPHO-TEHETUYECKOM YPOBHE y MY)KUMH CO CHM)KEHHOM aKTHUBHOCTBIO (hepMeHTa M Jyid
KEHIIMH ¢ KJIMHUYEeCKUMHU Ipu3HaKkamMu b® mim poJcTBEHHUKOB MpoOaHa o MaTepUHCKOM THHUN
[1, 17, 26, 28, 29].

YpoBeHb yOeaAUTETbHOCTH peKoMeHAaluu — B (ypoBeHb JOCTOBEpHOCTH JOKA3aTENbCTB 3).

Kommenrtapuu: Ilpy mnoigyd4eHHH MOJIOXKHUTEIHHOTO WM COMHUTEIBHOTO pe3yibTara
(EepMEHTHOTO TeCTa y MYKUYMH M Y JKCHIIUH MPOBOJUTCS MOJTBEPKIAIOMIMIA MOJIEKYISIPHO-
reHetndyeckuid aHanmu3 reHa GLA. Illupokoe pacnpocTpaneHue aiened rnceaoaedummrra
(mampumep, p.D313Y), npuBoasmux kK cHmkeHHOW akTuBHOCTH AI'AJI B CyXOM MSTHE KPOBH W,
WHOT]Ia MIOHMKEHHOM, — B JICHKOIMTAX U MJIa3Me KPOBH, 00YCIIaBIMBaET 00s3aTeIbHOE BKIIOUCHUE
MOJIEKYJISIPHO-T€HETHYECKOT0 aHAIM3a B TAOOPATOPHYIO AUarHOCTUKY bO.

BroisiBnenue cemeiliHoit Myranuum reHa GLA  gemaer  BO3MOXHBIM - 00cIeOBaHUE
POJICTBEHHUKOB Np00OaH/a, BBIABICHUE T€TEPO3UTOTHBIX HOCUTENbHUL b, a Takxke mpoBeaeHUE
MPEHATaJbHONW U MPEUMILIAHTAIIMOHHON JUarHOCTUKH. bonmbimmHCTBO MyTanumii y nanueHToB ¢ bd
MOTYT OBITh BBISBICHBI C MOMOIIBI0 CEKBEHHPOBAHUS BCEX K30HOB U MPUIK30HHBIX YYACTKOB
UHTpOHOB M0 CpaHrepy, HO B HEOONBIIOM TPOIEHTE CIy4aeB MYTAlUI0 C TPUMEHEHUEM
CTaHJIAPTHBIX METO/I0B OOHAPYKUTH HE yIACTCsl.

- PexoMmennoBaHO BceM TDanMeHTaM C KIMHMYECKOM KaptuHo b®d — omnpenenenue
KOHIIEHTpanuu riodotpuao3uicuarosrta (Lyso-GB3) B maTHaX BBICYIIIEHHONH KPOBHU WM ILJIa3Me
KPOBH JIsi OMOXUMHUYECKOTO MOATBEpKAeHUs nuarno3a [10, 30, 38].

YpoBeHb yOeAUTETbHOCTH pEKOMEHIalluU — B (ypOBeHb JOCTOBEPHOCTH JOKA3aTENbCTB 3).

- PexomenioBano onpenenenue koHneHTpauuu Lyso-GB3 B msTHax BBICYIIEHHON KPOBH WIIH
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IJ1a3Me KpOBHM BCEM NAIMEHTaM C YCTAHOBJIEHHBIM JuarHo3oMm b® mepesn HauanoM Tepanuu U Ha
done dhepmentHol 3amectutenbHON Tepamuu (P3T) s OnoXuMUYecKOro KOHTpOos jaedenus [ 10,
30, 31, 38].

YpoBeHb yOeaUTETbHOCTH PEKOMEHIAuU — B (ypOBEHB JOCTOBEPHOCTH JOKA3ATEIBCTB 3).

KommenTapun: KonnuecTBeHHOE ompejesieHne 3TOro OMoMapkepa IMO3BOJISET BBHISBISATH HE
TOJIBKO MY)KUMH, HO U XeHIUH ¢ b®d, uro mone3Ho ans yroyHEHHsI KIMHHYECKOIO CcTaTyca
KEHIIMH — FeTEepPO3UroT, a TAKKe JJIs pa3pelleHus TPYAHBbIX JTUAarHOCTUYECKUX ciydaeB. Btopoe
BaxHoe mnpuMmeHeHne Lyso-GB3 — 310 MoHuTOpMHT cocTostHUS W S((QEKTUBHOCTH Tepanuu
nanueHtoB ¢ b®. [lokazano, yto npu agexBarHo P3T koamvecTBO cyOcTpara B Ijia3Me KpOBU
ymenbmaercsi. [loatomy menecooOpa3HO crenaTh KOJMYECTBEHHOE ompenaenenue Lyso-GB3
4acTbl0 MOHHUTOPHMHIA COCTOSIHUSI NMauueHToB ¢ b®, Kak HaxoJsAIMXCs Ha MaTOT€HEeTHYEeCKON
Tepanuu, Tak U KuBymux 0e3 ®3T. OnHako cieayeT y4YMTHIBAaTh, YTO JaXXE€ y NAIEHTOB,
nonyyatrouux @3T, ypoBeHb 3TOro MeTaboIMTa MPAKTUYECKU HUKOTJAa HE JJOCTUTaeT HOPMaJIbHBIX
3HaueHuil. [IpaBuna 3abopa Guomarepuana /g NpOBEACHUS UCCIEA0BAaHNMN B MATHAX BBICYIIEHHON
KpoBH IpuBeieHbl B [Ipunoxenun I'6.

- He pexomenmyercsi mpoBefeHHE OWOINCHU W TATOJIOTO-aHATOMHUYECKOTO HCCIEOBaHUS
TKaHel MOYKU U cepana ajid MmaqueHTOB ¢ KIIMHUYCCKUM ITOA03PCHHUEM Ha bd JJIA IOATBEPKIACHUA
nuarsosa [13, 26, 29].

Yposenb yoequtenbHOCTH pekoMeHaanuu — C (ypoOBEHb TIOCTOBEPHOCTH JJOKA3AaTEIbCTB ).

KOMMGHTapI/II/IZ HeCMOTpH Ha TO, 4YTO JOaHHBIC METOJbI HCCICAOBAHHMA MOTYT OBITH
WCIIONb30BaHbl i U depeHnuanibHoi quarHoctuku b®d, mpeamouTeHne JOMKHO OTIaBATHCS
MCHEC HWHTCPBCHIHMOHHBIM MCTOAAM HCCICAOBAHUA, TAKMM KakK (bepMeHTHaSI JOUArHOCTUKaA WIN
MOJIEKYJISIpPHO-T€HETHYeCcKoe 00CIeTIOBaHHE.

- PexkoMeHI0OBaHO TIpOBEICHHE JIA0OPATOPHBIX MCCICIOBAHUN COTJIACHO KIMHHUYECKUM
pekoMeHanusaM 1o BenaeHuto nanueHToB ¢ XIIH npu Hammuumm y nanuenta ¢ b® npusHakoB
MOPa)KEHUS IMOYEK C IETIBI0 OLIEHKH COCTOSHHS MOYeK He peke 1 pasza B 6 mecsies [ 26, 28, 29].

VYposenb yoeautenbHOCTH pekoMeHaanuu — C (ypoOBEHb TIOCTOBEPHOCTH JJOKA3aTEIbCTB 5).

- PexomeH10BaHO TMpOBeIEHUE JIAOOPATOPHBIX MCCIEAOBAHUN COTJIACHO KIMHUYECKUM
PEKOMEHIAlUsIM 110 BEJICHUIO TAIMEeHTOB rumneprpoduueckoir kapaunommonaruei (KP283) mpu
HAJIMYKMHK y narnuenta ¢ b® npusHakoB mopaxkeHus cepaedHon meimsl [13, 26, 28, 29].

YpoBenb yoeaurensHOCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTHU JOKA3aTeNbCTB 4).

- PexoMeH1I0BaHO BHE 3aBHCUMOCTH OT KIMHUYECKHUX MPOSIBICHUN PETYISPHOE OIpeeIeHue
KoJIM4ecTBa Oejka U aJbOyMHHA B CYTOYHON MOYe (MUKPOATLOYMUHYPHH/TPOTEUHYPHUH), a TAKKE
NPOBEJCHUE OLIEHKH YPOBHS PacdeTHOM cKopocTu KiyboukoBod ¢unbrpammu (CK®) ncxomHo n
nanee He pexke 1 paza B 6 MecsAleB BCeM MAaIMEHTaM C YCTaHOBJICHHBIM auar€HozoM bd u
0eCCHMITOMHBIM TAalEHTaM, BBISIBICHHBIM IIPU CEMEHHOM CKPUHUHIE JJIsl BBISBICHHS TaTOJIOTUU
mouek [26, 28, 29, 39].

VYpoBeHb yOeAUTENbHOCTH peKOMEHAalul — B (YpOBEHb JOCTOBEPHOCTH JIOKA3aTENbCTB 2)

2.4. UHcTpyMeHTanbHble AuarHoctuyeckue uccrnenoBaHus

- PexoMeHZ0OBaHO Ui BBISABIECHHUS TOPaXXEHHs OEoro BellecTBa TOJIOBHOTO MO3ra,
UIIEMUYECKUX o4YaroB y nanueHTos ¢ b® nposoaute MPT ronoBHoro mosra npu ycTaHOBJICHHUH
JIMarHo3a 1 He pexke | pasa B roJ B cilyyae, eciu U3MEHEHUs ObUIH BbIsBIIEHBI 10 Havana 3T wim
1 pa3 B 36 MecsiieB, eciii K3MEHEHUs ObLTH BBISBJICHBI Mociie Hayana O3T [26-29, 40].

VYpoBeHb yOeAUTENbHOCTH peKOMeH Al — B (YpOBEHb JOCTOBEPHOCTH J0KA3aTENbCTB 3).

Kommenrapuii: Ilpy MPT ronoBHOro mosra y NalMeHTOB MOTYT OOHApyKHUBaThCs
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UIIEMUYECKUN UHCYIBT, MUKPOKPOBOM3IIUSHUS U BHYTPUMO3TOBBIE T€MAaTOMBI, U3MEHEHHUsI OeI0T0
BemecTBa (JIMKoapeo3) W Cceporo BemiecTBa (KamblM(UKAIMS 3aJHETO Tajamyca), a TakKe
coCymucTble  Mainb(popMaluy,  MPEUMYIIECTBEHHO  TNPEACTABICHHBIE  JOJUXOAIKTA3HSIMU
BepTeOpOOAZUISIPHON apTepuu. DTH U3MEHEHHs HE SBIAIOTCS BbICOKOcHenupuyabivu ains bo,
MOT'YT BCTPEYaThCs y MALIMEHTOB C IPYrOM IMaTOJIOrUeEn.

- PexomennoBano maruentam ¢ b® koHCynbTalus Bpaya-kKapauoJiora He pexe 1 paza B 6
MECSLEB U KapIuOJIOTHYECKOE 00CIieJoOBaHKe, BKIIIOUarolee aXokapauorpaduio (pu NepBUYHOM
oOcienoBanuy u jganee He pexe | pasa B 12 mecsmeB), 12-kananpnyto DKI' (mpu mepBHYHOM
oOciieoBaHum M Janee He pexe 1 paza B 12 MecsIeB), XOITEPOBCKOE MOHHTOPUpPOBaHHE (TIpU
NepBUYHOM OOCJIEIOBaHUU U Jiajiee He peke 1 pa3a B 12 MecsIIeB) it CBOEBPEMEHHOTO BBISIBICHHS
W/WJIM MOHUTOPHHTA KapANOJIOTHIEeCKUX n3Menenwii [9, 11, 26-29].

VYposenb yoenuTenbHOCTH pekoMeHaanuu — C (ypoBEeHb TIOCTOBEPHOCTU JJOKA3AaTEIbCTB ).

KommenTtapun: XapakTepHbIM IIpU3HAKOM TIopaxeHuss cepaua npu bd  ssusercs
runeprpodus JEBOTO IKENyJouKa, KOTOpass MOXKeT ObIThb BbIsiBIeHa ¢ mnomoulsio OKI,
sXoKapauorpaguu W MAarHUTHO-PE30HAHCHOM Tomorpadguu. J[lns oueHku QyHKUMH cepaua
MIPUMEHSIOT TKaHEBYIO Aommuiepaxokapaunorpaduto (mommiep-IxoKI'), pe3ynbrarel KOTOPO MOTYT
MMETh BaXKHOE 3HaYEHHE B TUATHOCTHKE OECCUMITOMHOTO MOPaKEHUS cepla.

- PexomennoBano manuentam ¢ b® B kapamosornueckoe oOCIeIOBaHHE TAK)KE BKIIOUYATH
MPT cepnua (mpu mepBUYHOM oOcieoBaHMM U Janee He pexe | paza B 12 mecsueB) s
CBOEBPEMEHHOTO BBISIBJICHHS /WM MOHMTOPHHTA KapIuoJornyeckux miaMmeHeHuit [9, 11, 26-29,
41].

YpoBeHb yOeIuTeNbHOCTH peKOMEeH A — A (YPOBEHb JOCTOBEPHOCTH JI0KA3aTEILCTB 1).

- PexomennmoBano BceM manuentam ¢ b® ocmoTp Bpavom-odTanpmosioroM (Ipu MEPBHYHOM
oOcrmeoBaHuM W jAanee He peke | pasa B 3 roja), BKIIOYAIONIUN HCCIEIOBAHUE IEPETHETO
CerMeHTa IJla3a MET0/I0M OOKOBOTO OCBEIIEHUS, OlpeielieHne 1e(eKTOB MOBEPXHOCTH POTOBUIIBI U
oOcnenoBanue TJIa3HOTO JHA (0(PTAaTBMOCKOTIMH) C IIEJBbI0O BBISIBJICHUS MOMYTHEHHUS POTOBHUIIBI H
Apyroii riasHoi naronoruu [1, 15, 26-29, 42].

YpoBeHb yOeaAUTEeTbHOCTH peKoMeHAaluu — B (ypoBeHb JOCTOBEpHOCTH JOKA3aTENbCTB 3).

KommenTtapun: C momoIpio IIeNeBOI JIaMIbl BBISBISIOT MOMYTHEHHWE POTOBHIIBI B BHJIE
3aBUTKOB. CXOHbIE U3MEHEHHSI POTOBUIIBI HAOIIOAAIOTCS PU YHOTPEOICHUU JICKApPCTB U3 IPYIIIbI
XJIOPOXMHOB WM amuojapoHa. [Ipu oOcienoBaHuy ria3HOro JHA 3a4acTylO HAOMIOJaeTCs 3aHssA
cyOKarcynsipHas KarapakTa U IMOPaKEHUE COCYIOB CETYaTKH, YTO MOKET MPHUBECTH K TKEION
MOTepe 3PCHHUSL.

- PexomenmoBano manuentam ¢ b® B Bo3pacte crapuie 5 JieT TOHaNbHAs ayaHOMETpPUs
oOcJieZloBaHUe TIPU MIEPBUYHOM OCMOTpE M Jajee He pexe | pa3a B 3 rojga C IEIbIO PaHHETO
BBISIBIICHUS HApYIICHUH ciyxa [26-29].

YpoBenb yoeaurensHocTH pekomMeHaanuu — C (ypoBeHb JOCTOBEPHOCTHU JOKA3aTENbCTB J).

2.5. Hble gnarHocTn4yeckune nccnenoBaHus

- PexoMeHJ0BaHA KOHCYJbTALlMs Bpada-MeanaTpa JEeTSIM C YCTAaHOBJIEHHBIM AuarHo3om b,
€ClIi OHa HEe NPOBOJWIACH B TMpeAlIecTBYOIME 6 MecCsAlEeB Uil OLIEHKH OOILIEro COCTOSIHUS
3JI0pPOBbS M ONIPE/ICIICHUS] TAKTUKY JajbHeliei tepanun [26-29].

VYpoBeHs yoeautenbHOCTH pekoMeHaauu — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTENbCTB 5).

- PexomengoBaHa KOHCYJIbTAllUsA Bpayda-TCparieBTa I MallUCHTa CTaplic 18 7mer c
YCTAHOBJICHHBIM OHArHO30M Bq), €CJIM OHAa HC MPOBOJUJIACH B NPCAMICCTBYIOIINC 6 MCECALICB IJIA
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OLICHKH OOIIIEro COCTOSIHUS 3/I0POBbS M ONIPE/ICICHUS TAaKTHKH JajbHEHIIeH Tepanuu [ 26-29].
YpoBenb yoeaurenbHoCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JOKA3aTEIBCTB J).

3. JleyeHne, BKNroO4vasn MeaAUKaAaMeHTO3HYH0O U HeMeOQUKaMeHTO3HYH Tepanuu,
AuvneTtToTtepanuio, ob6e3bonnBaHue, MegULIMHCKUE MOKa3aHUA U npPpOoTUBONOKa3aHUA K
npUMeHeHNno MeToa0B Ne4YeHusA

Jlia nmatorenerudeckoro jedeHuss b® paspaborana ¢epMeHTHas 3aMeCTUTENbHAs Teparnus,
HO BCEM [alMEHTaM OJHOBPEMEHHO IPOBOJUTCS CHMIITOMAaTHYECKOE JIEYEHHE OCHOBHBIX
OCJIOKHEHUH 3a00J1€BaHUsl.

3.1. MaToreHeTU4YeckKoe nevyeHue

- PexomennoBano nposenenre ®3T BceM manueHTaM MYXKCKOTO ToJia Mociie Bepupukauuu
nuarHo3a jaboparopHbiMu  Metofamu. D3T cnocoOGCTBYeT CHIDKEHHMIO Macchl cepiaua  u
yMeHbIlIeHHI0 HakoruieHuss Gb3 B moukax, Torja Kak BIUSHHE Ha MOpPaKEHHE HEPBHOM CHUCTEMBbI
YCTAHOBJICHO B MEHbIIeH cTenienu [44, 46, 48].

YpoBeHb yOeTuTENbHOCTH peKOMEHanK — A (YPOBEHb IOCTOBEPHOCTH JOKA3aTEIbCTB 1).

KommenTtapun. Kputepun Hasnauenuss @3T npusenensl B npunoxennn 1'3. B Poccniickoit
Oenepauuu 3apeructpupoBano 2 npenapara ansi O3T BO — arancupaza anspa** u arancuiasza
Oera™*. Arancuaasa anbda** u arancuaasza Oeta™** ObuIM 3aperucTpUpoBaHbl B MUPE Ha OCHOBAHUU
pe3yJIbTaTOB  PaHIOMU3HPOBAHHBIX, IJ1alle00-KOHTPOJIMPYEMBIX HCCIEAOBAHUNM, B KOTOPBIX
3aMecTUTeNbHAs Tepanusl yMEeHbIIajda BbIpaXXEHHOCTh HEBPOMATUYECKON OO, BbI3bIBAla perpecc
runeprpoduu JeBoro >KeayAouyka U cTa0mimu3anuio (QYHKIUU TOYeK, 3aJep>KUBaja pa3BUTHE
MOYEYHOW M CEePJEYHO-COCYIMCTON HEIOCTATOYHOCTH IO CpaBHEHHWIO C Twuiane6o. Ilo maHHBIM
CUCTEMAaTHU3UPOBAHHOTO 0030pa IuTeparypsbl, 3hPeKTUBHOCTD 3aMECTUTEIBHON TEpaIluu U3ydanach
o KpaiiHel Mepe B 48 MPOCTIEKTUBHBIX MUCCIIEIOBAHUSX (KOHTPOJUPYEMBIX WM HAOIIOAATCIIbHBIX ).
B 22 w3 Hux npumeHsnu arancuaasy anbda**, B 22 — arancumasy Oera**, a B 4 nccrneqoBaHUAX
OBl 0000IIEHBI PE3YNIbTAThl MPUMEHEHHST 000uX npemnapaToB [19-22]. B nenomM pe3ynbTaThl ATHX
uccaeaoBanuil moarBepaw  OnaronpusaTHeI 3pdext DP3T Ha (yHKIHMIO cepana U TOYEK,
HEBPOIATUYECKyI0 OO0JIb M KayecTBO >KM3HM MAllMEHTOB, YIYYIIEHHUE CIyXa M BECTHUOYISIpPHOI
byHKINHA.

B Hactosiiee BpeMsi UCCIIEIOBaHM, B KOTOPHIX B XOJIe¢ NPSAMBIX CPaBHEHHI ObLTH Obl
MOJIy4eHbl YOeIUTeNbHbIE JJOKA3aTebCTBA IPEUMYILECTBA (MIH OTCYTCTBUSI TAKOBBIX) IPUMEHEHUS
oxHoro u3 pepmentos, HeT [50]. Arancuaasy anbha** BBOAAT BHYTpUBEHHO B 03¢ 0,2 MI/KI OJUH
pa3 B ABe HenenH, arajicuaasy o6era** — BHyTpuBeHHO B A03€ 1,0 MI/Kr OJMH pa3 B JABE HENENH.
[TogpoOHO MPHUTrOTOBIECHHE PACTBOPOB Ui BBEACHHS OMHCAHO B WHCTPYKIUU K Ipernaparam.
[lepBbie BBeAEeHUS IPENapaToB JOJKHBI OBITH CHIETAaHbI B YCIOBHX cTanroHapa. O0a npenapara He
COJIep’KaT KOHCEPBAHTOB U MOAJIEKAT HEMEJICHHOMY BBEICHHIO MOCIE MPUTOTOBJICHHS pacTBOpa
Ui uHpy3uu.

B cnydae HemepeHoCMMOCTH (pPa3BUTHUU CEPHE3HBIX HEXKENATEIbHBIX MOOOYHBIX PEAKIIHA),
BO3MOXEH IIEPEX0/]] ¢ OAHOTO Npenapara Ha Ipyroi. Penienue o 3aMeHe J1eKapCTBEHHOTO CPEJCTBA
MPUHUMAETCS] KOHCHJIMYMOM CHEIUATUCTOB, a MALMEHT WA €r0 3aKOHHBIE MPEICTABUTENN JOJKHBI
ObITH TPOUH(OPMHUPOBAHKI O IPUYNHE 3aMEHBI TIpenapara u AadbHeiIIel TakTUKe BeCHUS.

Beenenne ®3T npoBoAUTCS PETYISIPHO NPU HAIWYUU MOKA3aHUN; B CIIy4ae OCIONKHEHHOTO
Te4eHHs] OONIe3HW — B YCIOBHUSAX KPYIJIOCYTOYHOT'O CTAalliOHapa, B CTAaOMIBHOM COCTOSHUM — B
CTallMOHape THEBHOTo MpeObIBaHus wiau amOynatopHo 1 pa3 B 2 Hemenu. CremyeT oOpariath
BHMMAaHHE Ha COOIIIOJICHUE WHTEPBAJIOB MEXIy HHQPY3HSIMH U HEIOMYCTUMOCTH IMEPEPHIBOB B
Tepanuu, T.K. HapylIeHUuEe peKuMa JICYeHUsI COMTPOBOKIAETCS MOTEHIUATBHBIM PUCKOM YXYALIECHUS
COCTOSIHMS TAlMEHTa W IporpeccupoBanuss cumntomoB b®d. Bcece naumentsl ¢ bP momxHBI
MIPOXOJIUTH KOHTPOJIbHBIE 00CTIeI0BaHNsI (MOHUTOPHUHT) C IIENbIO OIIEHKH 2(PPEKTUBHOCTHU JICUCHUSI.
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[Mo6ounsie  3ddekrer.  I[lepenocumoctp  @D3T  00bryHO  XOpomras.  OCHOBHBIMHU
HEeXeJaTenbHbIMH 3((dexkTaMu MOTYT ObITh peakiMi Ha BBEJCHHE Ipernapara (03HOO, JMXOopajka,
TOLITHOTA, TaXUKApAWS, 3yJA, MUAITHS, O0JM B KOHEYHOCTSX, TOJOBHAas 00jb, 0OJb B Ipyau), B
OCHOBHOM JICTKHE WA YMEPEHHO BBIPAKEHHBIE.

B cimywae pa3BUTHS  TSOKENBIX pEAKIWA  TOBBIIIEHHOH  YyBCTBUTEIBHOCTH WM
aHa(pUITAKTHYECKUX PEaKIUi HEOOXOIMMO HEMEIICHHO MPEKPATUTh HH(Y3UIO U HAYaTh TEPAITHIO C
COOIIIOJICHHEM COBPEMEHHBIX CTAHIAPTOB OKAa3aHUS HEOTIIOKHOW METUITMTHCKON TTOMOIITH.

- PexoMeHZ0OBaHO y JIMI[ MYXCKOTO Tojia ¢ kimaccumueckor (opmoit bO O3T nHaumHath C
MOMEHTA YCTaHOBJICHUS auarHo3sa [26, 45, 46, 48].
YpoBeHb yOeIuTeIbHOCTH peKOMEHalNK — A (YPOBEHb JOCTOBEPHOCTH JI0KA3aTEILCTB 3).

- PexomenioBaHo xeHumHaMm ¢ b® nauunars @3T npu HAIUYUK CIAEAYIOMIMNX KIMHUYECKUX
MpOosIBJIEHUH 3a00JIeBaHUs, CHUXKAIOIIMX KAyeCTBO JKU3HM, W/MIU MPU3HAKU MPOrPECCHUPYIOIIETO
MOPAXEHUS] OpPraHOB-MUIIEHEN: Kpu3bl Pabpu W/WIM pe3nucTeHTHas K CTaHAAPTHOW Tepanuu
peLUAMBHpYIOIIAs MWJIM XpOHUYEcKas HeBporarudeckass O0O0Jb B KUCTAX M CTONAax W/WIH
MEPCUCTUPYIOLIAs TPOTEUHYPUS W/MIU CHWKEHHE CKOPOCTH KIyOOuKoBOM QuiubTpamun < 80
Mi/MuH/1,73 M2 u/unm nopakeHue cepAla U/ Wiy HapylIeHUs MO3TOBOTO KPOBOOOpaIleHus: 1/
UIIIEMHYECKHEe N3MEHEHHS TOJIOBHOTO MO3ra, BhisiBIeHHBbIe ipu MPT [47, 48].

YpoBeHb yOeIUTENPHOCTH peKOMEHIaNK — A (YPOBEHb JOCTOBEPHOCTH JI0KA3aTEILCTB 3).

- He pekomennoBano mnaunveHtaMm ¢ b® mnpoenenne DO3T B crenyromux ciaydasx:
OCpEeMEHHOCTh WM TIEPHOJ KOPMJICHHS TPYIbI0; MPUCYTCTBHE APYrOro OMACHOTO IS KU3HU
3a00J1€BaHUsl, TIPH KOTOPOM MPOTHO3 BpsM Ji Oynmer yimydmieH ¢ momorisio P3T; y KoTOphIxX
UMEIOTCS OYEeHb CEphE3HbIE OCIOKHEHUs (Hampumep, TsDKEIbIH HHCYIbT, pEeaHWMallMOHHbBIE
narrenTs) [48].

VYposenb yoequtenbHOCTH pekoMeHaanuu — C (ypoOBEHb TIOCTOBEPHOCTH JJOKA3AaTEIbCTB ).

Kommentapuu. Kputepuu ormensl @3T nipuBenensl B npuitoxkenun ['4. DkcnepTsl CUYUTAIOT,
YTO OTMEHATH JICUCHHE Y TMAIMEHTOB C TOKEIOW moveuHod HemoctaTodHOCThi0 (CK®D < 45
mi/mMus/1,73 M2 ¢ koppekimeir o Bo3pacty (> 40 ner: — 1 mu/mun/1,73 m2/ron)) He ciemyer.
AHAJIOTUYHO, HE CIIeAyeT OTMEHSTh JICUeHHWE Y MallMeHTOB Ha AMaiu3e, JaXe eClId OHHM He
MOAXOJAT Uil TPAHCIUIAHTAIMM MOYKH, U Y MAIlMEeHTOB CO CHIDKEHHUEM KOTHUTUBHBIX (DYHKIUI
mo6oii stnonorun. Havano u npogomkenrne 3T y Takux MalMeHTOB JIOJKHO pacCMaTpUBATHCS B
MHIUBUAYAIILHOM HOPSIKE.

3.2. CumnTomMaTu4yeckas Tepanus

IIo cumnromaruyeckoil Tepamuu b® HeT paHIOMHM3HPOBAHHBIX KOHTPOJIUPYEMBIX
ucciefoBanuil. B myOnukanusax npuBeAeHbl PEKOMEHAALMH, KOTOPbIE OTPaXalOT 3KCIEPTHOE
MHEHHE CIELMAINCTOB M3 pa3HbIX CTPaH U ONBIT JICUEHHUS Pa3HBIX KOTOPT MALMEHTOB B Pa3HbIX
KIMHMKaxX. [IpuMeHeHue OOJIBLIIMHCTBA MpenapaToB Ul TEpalnuu HEBPONAaTH4ecKol 0oy ams
J€Ted U B3POCIBIX MPOBOAUTCS "BHE MHCTPYKLUHMH', TIOOTOMY HE NPEICTABIECHBI B BUAE TE3HCaA-
pexoMmenaanuu. OJHAKO IpenapaThl MOT'YT OBITh Ha3HAYEHBI MALMEHTaM IO PEelIeHUI0 BpaueOHOM
komuccuu [35, 51]. V manueHToB ¢ XpOHMUECKOM HEeBpomaTHUYecKOi OO0JIbI0 U aKpoHapecTe3usMu
CIIEyeT MO BO3MOKHOCTH YCTPaHUTh (aKTOphl, MPOBOLMPYIOIIKE IMOSBICHUE OO0JHM, Hampumep,
Oosble pu3nyeckre Harpy3ku, SMOIMOHAIBHBIN CTpecc, N3MEHEHHE TEMIIEPATYPHI.

- Pexomennyercss mamumentam ¢ B® u ¢ aucnencuell Ha3HayeHHWE MNpENapaToB T'PYIIIBI
0110KaTOpOB H2-rMcTaMMHOBBIX PEETITOPOB MM MHTMOUTOPOB MTPOTOHOBOTO Hacoca [26-29].
VYposeHns yoeautenbHOCTH pekoMeHaauu — C (ypoBeHb JOCTOBEPHOCTH J0KA3aTENbCTB 5).
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- Pexomennyercs y mnaunueHToB ¢ b® mimd  ymMeHbBIIEHHS DPOTEHHYPUU W JICUYCHUS
apTepUANbHON THIEPTOHMM NpUMEHSATh UHruoutopsl AllD wu  OGnokaTopsl  pelenTopoB
anruoTeHsuHa I, oonanarommMu HepoPOTEKTUBHBIMU CBOMcTBamH [26-29].

YpoBenb yoeaurensHOoCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JOKA3aTEIBCTB J).

- Pexomennyercs y mnamuentoB ¢ b® mnpu ¢ubpwuisiuumm mpeacepawii  IpOBOIMTH
aHTUKOAryJsiHTHYIO Tepanuto BO1AA03 Bapdpapunom** [26-29].
YpoBenb yoeaurensHOoCTH pekoMeHaanuu — C (ypoBeHb JJOCTOBEPHOCTH JOKA3aTEILCTB J).

3.3. Xupypruyeckoe revyeHuve

- PexoMeHnnmyeTcs B cnydae pa3BUTUA TEPMUHAIBHOW IMOYEYHOM HEIOCTATOYHOCTH Y
nanueHToB ¢ b® jeyeHne reMoIManT30M W/WITA TPAHCIUIAHTAIMIO IOYKH [ 26-29, 52].

VYposenb yoenuTenbHOCTH pekoMeHaanuu — C (ypoBEeHb TIOCTOBEPHOCTU JJOKA3ATEIbCTB 4).

KommenTapun: TpaHcmmaHTanuss nodek nanueHram ¢ b® mnpu pasBUTHH TEpPMHHAIBHON
MMOYEYHOW HEJIOCTATOYHOCTU MPOBOJUTCS B COOTBETCTBMM C METOJUYECKUMH PEKOMEHJALUSIMU
"TpancrnanTarus nmouku" ID: MP34 (http://cr.rosminzdrav.ru/).

- Pexomenpayercs mnamnuentam ¢ b® ¢ aTpuo-BeHTpUKYISApHON O0KaAONW HMMILIAHTALIMS
BOJUTENS pHUTMa, a IMpPU HAIWYUM YIPOKAIOUIMX JKU3HM apUTMHM — KapauoBepTepa-
neguoOpmIiTOpa B COOTBETCTBUU C pa3pabOTaHHBIMU KIMHUYECKUMHU PEKOMEHJALUsIMU s
JICYCHUs TaHHOM matosioruu [53].

Yposenb yoenutenbHOCTH pekoMeHaanuu — C (ypOBEHb TOCTOBEPHOCTH JJOKA3ATEIbCTB 4).

- PexoMeHnnmyercs mo jkenaHuio mnanveHta ¢ b® ymaneHue aHrHOKEpaTOM C TMOMOIIBIO
aproHoBOro J1azepa [54].
Yposenb yoeauTenbHOCTH pekoMeHaanuu — C (ypOBEHb TOCTOBEPHOCTH JJOKA3ATEIbCTB 4).

4, MeauuuHckan peabunurauus, MeauUMHCKue nokasaHus 7]
NPOTUBONOKAa3aHUsA K NPUMEHEeHUI0 MeTo40B peabunutauumn

- Pexomennyercs st nanueHToB ¢ b ¢ BeIpa)keHHBIM 00JIEBBIM CHHAPOMOM M CKIIOHHOCTH
K IICUXO3MOIIMOHATIBHBIM PacCTPOICTBAM OKa3aHHE PErylIpHOM Mcuxoyiornyeckoit momomu [1, 27,
55].

YpoBeHb yOeaAUTETbHOCTH peKoMeHAaluu — B (ypoBeHb JOCTOBEpHOCTH JOKA3aTENbCTB 3).

5. MpodunakTnka n gucnaHcepHoe HabnwaeHwe, MeAULUHCKUE MOKa3aHUA U
NPOTMBOMNOKAa3aHUA K NPUMEHEHUI0 MeTOA0B NPOo¢UNakTUKm

[Taumnentsl ¢ b® HyxaawTCs B MNOCTOSHHOM KOHTPOJIE COCTOSIHHUSI Pa3jiUYHbIX CUCTEM
OpraHoB W HAOJMIOJCHWW Bpauel pa3HBIX cHenuanbHoCcTe. [IpuMepHBIN 11aH oOcieqoBaHuUs
nanueHToB ¢ b® mpusenen B Ilpwnoxkenuu I'S, HO B Cpoku U 00BEM HCCIICIOBAHUN JICUAIIM
BpauOM MOTYT OBITh BHECEHBI KOPPEKTHUBHI C y4E€TOM OCOOCHHOCTEH TeueHus 3ab0JieBaHUS Y
KOHKPETHOI'O NAlUEHTA.

- Pexomenayercs mocje YCTaHOBIEHHUS AWarHo3a mamnueHty ¢ b® wnmu ero oduiuaibHbBIM
MIPEJICTaBUTENSIM, KOHCY/IbTAIIUS Bpadya-reHeTHKa C IIeNIbI0 pacueTa TeHeTHUECKOTO PUCKA B CEMBE,
aHaJM3a POIOCIOBHOM U 00CYXKICHHS BO3MOXKHOCTEH MpeHATAIbHON THarHoCTuky [ 28, 56].

YpoBenb yoeaurensHoCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTHU JOKA3aTeNbCTB 4).

KommenTtapun: ['eMU3UTOTHBIE MY>KUYUHBI UMEIOT €JMHCTBEHHYIO MYTAaHTHYIO X-XpOMOCOMY,
4TO OompeensieT Kiaccudeckuil penotun 6one3nu. OHU MepenaloT MYTAHTHYIO XPOMOCOMY TOJIBKO
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CBOMM JI0YepsIM, HO HE CBHIHOBBSM. Takum oOpa3zom, mouepu OonbHBIX BD OTHOB MMEIOT OHY
HOPMAQJIBbHYI0O M OJHY MYTaHTHYIO XpPOMOCOMY, T.€. SIBJIIFOTCSI I'€TepO3Uroramu. B ormimuume ot
Apyrux X-CIEIUICHHBIX 3a00JieBaHUI OBLIO MOKAa3aHO, YTO y YaCTH T'€TEPO3UTOTHBIX JKCHIIHMH C
myranueil rena GLA pa3BuBatotTcs Tspkenble nposisiieHust b, TpeOyromiie MeTuIMHCKONH TOMOIIU
1 BMELIATeNbCTBA. MeXaHu3M, IOCPEACTBOM KOTOPOIrO y NeT€pO3UTOTHBIX KEHIIUH Pa3BUBAIOTCSA
KU3HEYTPOXKAIOUINE CUMITOMBI, HE /10 KOHIIA U3BECTEH. Y OOJIBLIIMHCTBA U3 HUX MMEETCS MOUTH
HOPMaJIbHBI YpPOBEHb LUPKYIMPYIOIIEr0 (epMEHTa 3a CYET TOr0, 4YTO CIy4dallHbId Ipolecc
WHAKTHBAIMKA X-XPOMOCOMBI (JJAHOHU3AIMs) MPUBOIUT K 00pa30BaHMIO KakK JACUIUTHBIX, TaK U
HOPMAaJIbHBIX KJIETOK.

YuuTpiBass TUI HAcCJEAOBaHUS JaHHOTO 3a0osieBaHusl (X-CUEIJICHHBIN) [UIS  KaXI0#
Mocyeayrome 6epeMeHHOCTH:

- y XKEHIIMHbI — HOCUTEJbHUIBI MYTallUl PUCK POKJIEHUS OOJIbHOTO MajbYMKa COCTABIISET
50%, pUCK pOKICHUS AEBOYKH — HOCUTEIBHUIIBI MyTanmu — 50%);

- Y MYXYHMHBI — HOCUTEJI MyTallUM PUCK POKICHUS AEBOYKH — HOCHUTEJIBbHMIIBI MyTallUu —

100%.

B cempsx, rae ecTb MalMeHTbhl C YCTAHOBJIECHHOW MyTalMel, CYIIECTBYET BO3MOXKHOCTH
MPOBEICHUSI MPEUMIUIAHTAIIMOHHON W TpEHATalbHOW AMArHOCTUKH. [IpeHaranbHas nUarHOCTHKA
BO3MOYKHA MmyTeM u3MepeHus akTUBHOCTH AI'AJI B kieTkax BOPCHMH XOPHOHA, a TaKK€ METOJaMU
npsamoit i kocBeHHo# JIHK-auarnoctrku niig cemen ¢ M3BECTHBIM T€HOTHIIOM.

- Pexomennyercst y maruenToB ¢ b® mius npoduimakTHKM WHCYNIBTA JUTUTCIIBHAS TEpaIus
AICTHJICATMITMIIOBOW KHUCJIOTOM, MPEXkJIe BCErO MPU HAIWYUHU JIOTIOJHUTEIBHBIX (aKTOPOB PHCKA
(TTOXHMIION BO3pACT, TPaH3UTOPHAs WIIEMUYECKas aTaka B aHAMHE3e, apTepHajbHas THIICPTOHHS,
aputmun) [36, 43, 57].

VYposenb yoequTenbHOCTH pekoMeHaanuu — C (ypoOBEHb TOCTOBEPHOCTH JJOKA3ATEIbCTB 4).

6. OpraHusauusa okazaHuss MeQULUHCKON NOMOLLMU

NMoka3aHuAa ans nnaHoBOMW rocnuTanusauum B MeaOULUMNHCKYH opraHn3auuio:

- IlpoBemeHue IMArHOCTHKK W JICUCHHS, TPEOYIOUIHME KPYTJIOCYTOYHOTO MEIMIIUMHCKOTO
HaOJIIOICHU,

- Cocrosiaue, TpeOyOImEee aKTHBHOTO JICUCHHS H  KPYIJIOCYTOYHOTO MEIUITUHCKOTO
HaOJIIOICHU,

- Cocrosiue, TpeOyroliee MPOBEACHUS BBHICOKOTEXHOJIOTHMYHBIX METOJIOB JICYCHHS (B TOM
9ucie  TPAHCIUIAHTAIMS  OPraHoB, HMIUIAHTAIMs ~ BOJUTENS  pUTMa,  KapauoBepTepa-
nehuopuIIATOpa);

- OtcyrctBre Bo3MokHOCTU obecrieuenuss O3T B aMOynaTOPHBIX M CTallMOHAPO3aMEIIAOIINX
YCIIOBHUSIX;

- HeoOxomuMmocTh MPOBEACHUS PA3JIMYHBIX BHUJIOB O3KCIEPTU3 MM OOCIEIOBaHUS B
MEIHUIIMHCKOW OpraHU3aliu MPU HEBO3MOXXHOCTU TPOBEIACHHS MX B aMOyJaTOPHBIX YCIOBHSIX,
TpeOYIOMMX TUHAMUYECKOTO HaOMoIeHus (B TOM 4uciie o(opMieHUe 3aKIoueHus GeaepaibHOro
KOHCHIINYMA).

Moka3aHus K 3KCTPEHHOW rocnuTan13aumm B MeAULMHCKY OpraHu3aumio:

- Octpble 3a0oseBaHus, OOOCTPEHUS XPOHHUYECKHX OO0JIe3HEH, OTpaBJICHUS M TPABMBI,
COCTOSIHUS, TpeOyYIOIIe MHTEHCUBHON TEpalluu U MepeBoja B peaHUMAIIOHHBIE OT/EIEHUS WM
OTJeNIeHUs] MHTEHCUBHOM Teparnuu (B TOM YHUciie TOOOYHbIE peaKkIMy, TPOUCXOAIIee UM BO BpEMs
uHpYy3UM WM B TedeHue AHs nposeneHust uudy3uun 3T u apyrue yrposkaromuye *HU3HH OCTphIe
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COCTOSIHHUS), & TAK)KE KPYTJIOCYTOUHOTO MEAUIIMHCKOTO HAOJIOJACHUS M MPOBEACHUS CIICHUAIbHBIX
BU0B 00CJIEIOBAHUS U JICYCHUS.

lNMoka3aHuA K BbINMUCKEe NauueHTa u3 MeauLMHCKOMN opraHnsauunm:

- OtcyrcTBHE Yrpo3bl KU3HU NAlIUEHTA;

- OtcyrcTBHE Yrpo3bl Pa3BUTHUS OCIIOKHEHUH, TPEOYIOIMX HEOTIOKHOTO JICUEHUS;

- Crabunuzanus COCTOSSHMSI M OCHOBHBIX  KJIMHUKO-71a0OpaTOpPHBIX  IOKa3aTesel
[IaTOJIOTUYECKOTO MPOLIecca II0 OCHOBHOMY 3a00JIEBAHUIO;

- OrcyrcTBHE HEOOXOAMMOCTH B TIOCTOSSHHOM BpadyeOHOM M KPYTJIIOCYTOYHOM METUIIHHCKOM
HaOJIIOCHUH TI0 OCHOBHOMY 3a00JI€BaHUIO;

- HeoOxoaumocTh nepeBojia ManueHTa B Ipyryto OOJIBHUILY MM YUPEXKJIEHUE COIMAIbHOTO
obecrnieueHus

7. OononHutenbHas uHdopmauua (B ToOM u4ucne akTopbl, BRusilolme Ha
ncxopn 3aboneBaHUA UM COCTOAAHUA)

- PexoMenayercs poBeIeHHE CEMENHOTO CKPUHHMHTA ISl POJCTBEHHUKOB MalMEeHTOB ¢ b®d
(mpoBezeHNEe TeHETUYECKUX UCCIIEIOBaHM) ¢ 11eJblo JuarHocTuku b® Ha paHHel ctaguu 6051e3HI
[28].

YpoBeHb yOeaAUTENbHOCTH peKoOMeHaluu — B (ypoBeHb JOCTOBEPHOCTH JOKA3aTeNbCTB 4).

- PexoMennyeTcsi mpoBeleHHWE CKpPUHUHTA TPYMI BBICOKOTO puUCKa (paHHUE WHCYJbTHI,
MOYeYHasi HENOCTATOYHOCTh, THIEpPTpoduYecKas KapIHOMHOTIATHS) C LENbI0 BBISBICHUS
narrentos ¢ b® [7, 12, 18].

YpoBeHb yOeIuTENbHOCTH peKOMeH Ak — B (YpOBEHb TOCTOBEPHOCTH JJOKA3ATEIbCTB 4).

Kputepum oueHKun KayectBa MegULIMHCKOW NOMOLLM

N Kputepuu kauectna Ouenka
BBITIOJTH
CHUS

1. |IIpoBeneno ompenenenue aktuBHOCcTH AI'AJI B msaTHaX KpoBH, BBICYIICHHBIX Ha|lla/HeT
¢bunbTpoBaNbHON Oymare WM B JICHKOIMTAaX KPOBU BCEM IallMEHTaM MY>KCKOTO
nosia (B TOM 4Hclie M Ha JOKIIMHUYECKOW CTaJMM) 7S TIOATBEPKICHUS IUarHo3a

2. |llpoBenmeHo BceMm mNalMEHTaM € KIMHHUYECKOW kapTuHOM b® — ompenenenue|la/Her
KOHLIeHTpauuu riaobotpuaosmichunrosnta (Lyso-GB3) B msrHax BBICYIIEHHON
KpOBU WM IUIa3M€ KPOBH JJIsi OMOXMMHYECKOTO TMOATBEPXKACHUS AUarHo3a H
nepes Ha3HaYeHHeM (PepMEHTHON 3aMeCTUTENIbHOM Tepanuu

3. |IIpoBeneHo MOJEKyISIpPHO-TEHETHUUYECKOE HCCIEAOBaHUE JUId BCeX MalUMeHTOoB co | Jla/Her
CHIDKEHHON akTHBHOCThIO ¢epmenta AI'AJl u anmg nui JKeHCKOTO Toja TpH
KIMHUYECKOM ToAo3peHMd Ha b®d u npu Hanuuuum poACTBEHHUKOB ¢ bd B
poaocnoBHOU: BbIsiBieHHe MyTanuii B reHe GLA, xomupyromem AI'AJL ans
MOATBEPXKJICHUS AMArHO3a Ha MOJIEKYISIPHO-TEHETUYECKOM YPOBHE y MYKYHUH CO
CHIDKGHHOM aKTUBHOCTBIO (epMEeHTa W U1 OKEHIIUH C KIWHUYECKUMHU
npu3HakaMu b® unu poaCTBEHHUKOB MpoOaHa Mo MaTepUHCKOM THHUU

4. |Ha3nauena (epMeHTHass 3aMeCTUTENIbHAs Tepanus C MPUMEHEHHWeM araicupiasbl | Jla/Her
O6era B mo3e | Mr/kr wnu arancuaassl anbga B mo3e 0,2 MI/Kr manueHtam ¢
yCTaHOBJIEHHBIM nuarHozoM b® B Buae B/B mHy3unm | pa3 B 2 Heaenu (mpu
HaJTUYUH TTOKA3aHHH )
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5. |I[IpoBemena KoOHCyJbTamMsl Bpada-TeHETHKa s ceMbHM manueHTa ¢ |/la/Her
YCTaHOBJICHHBIM JuarHo3oM b®

6. |I[IpoBemeHna KOHCynbTalMs Bpada-TieAUaTpa C YCTAHOBJICHHBIM jauarHo3oM bd,|Jla/Her
€CJIM OHa HE IPOBOAMJIACH B MPEILIECTBYIOIINE 6 MECSIIEB

7. |IlpoBeneHa KOHCYNbTallMs Bpada-TepareBTa s manueHta crapme 18 ser c|/la/mer
yCTaHOBJIEHHBIM AuarHo3oM bd, eciu oHa He MPOBOAMIACH B MTPEALIECTBYIOLIUE 6
MECALICB

8. |IIpoBeneHa KOHCyJAbTalMs Bpada-KapaAuoOJIOTa JUIS TAlMEHTa C yCTaHOBICHHBIM | [la/Her
nuaro3oM b®, eciau oHa He TPOBOAMIIACH B IIPEIIIECTBYIOIINE 6 MECSIIEB

9. |IIpoBeneHa »xokapauorpadus Ipy MEPBUYHOM 0OcTetoBaHNH U Aajiee He pexe | | la/mer
paza B 12 mecsitieB

10. |IIpoeneno IKI (12-kaHanmpHasi) MpH MEPBUYHOM 00CIIEIOBAHUH U Jlasiee He pexe | [la/Het
1 pa3a B 12 mecsiieB

11. |IIpoBeneHO XOJATEPOBCKOE MOHMTOPHPOBAHME NPH NEPBUYHOM oOcienoBaHuu H |[la/nHer
nanee He pexe 1 paza B 12 mecsies

12. |TIpoBeneno MPT cepana (mpu mepBUYHOM OOCTIeTOBaHUU U Jajiee He pexe 1 pasza|la/Het
B 12 wMecsmeB) sl CBOGBPEMEHHOTO BBISBICHHS W/WIM MOHHTOpPHHTA
KapIHOJIOTUYECKUX U3MEHEHUI

13. |IIpoBenero MPT ronoBHOTO MO3ra Mpu NMEpBUYHOM oOcienoBanud U He pexe 1|Jla/Het
pasza B roj B ciiydae, €Clid M3MEHEHHS ObUTH BBIABJICHBI 10 Hadana O3T wmm He
pexe 1 paza B 36 mecsiieB, eciii U3MEHEHHS ObUIN BBISIBJICHBI 1ocie Hadana O3T

14. |IIpoBenmeHbl wWCCleOBaHUS YpOBHS Oeilka B Moue M HM3MepeHue pacuetHoi | [la/Her
dbopmyner CK® npu nepBuuHOM 0O0CIEIOBaHMHM U jJajiee He pexe 1 pasa B 6
MECSIICB

15. |IIpoBenensr nabopaTopHbIS HCCIICI0BAHUS COTJIACHO KIuHu4YeckuM | Jla/aer
pekoMeHIanusaM 1o BeneHuto naureHToB ¢ XITH npu Hanuuum y nanuenta ¢ bd
MIPU3HAKOB TOPAYKEHUS MMOYEK, €CITH HE MMPOBOJIWIOCH B TIOCIIECTHUE 6 MECSIIEB

16. |IIpoBeneH ocMOTp BpadyoM-0(TaIbMOJIOTOM C HCCIEAOBaHHEM ria3Horo nHa mpu | Ja/mer
MEPBUYHOM OOCIIETOBAaHUH U €CJIM HE TPOBOAUIIOCH MOCIEqHME 3 ro/1a

17. |IlpoBenena aymuoMeTpus (Ui MAIMEHTOB cTapiie S5 JeT) npu IepBuYHOM | [la/HeT
00cCIIeZIOBaHUM U €CITU HE TIPOBOIMIIOCH TIOCIIEeIHIE 3 roaa
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43. Mohr J.P. Stroke: pathophysiology, diagnosis and management//Elsevier, sixth edition,
2016.

44. Alegra T., Vairo F., de Souza M.V. et al., Enzyme replacement therapy for Fabry disease:
A systematic review and meta-analysis//Genet Mol Biol. 2012. V. 35. P. 947 — 54.
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[Tpunoxenue Al

CocTtaB pabouyen rpynnbi No pa3paboTke U NnepecMoTPpy KIMHUYECKUX
pekomeHaauumn

1. KyneB Cepreii MBanoBuu — wi.-kopp. PAMH, a.m.H., aupekrop ®I'BHY "Menuko-
F€HEeTUYEeCKUd Hay4yHbli ueHTp uM. akaaemuka H.II. bouxoma", Ilpe3uaent Accouuauuu
MEIHUIIMHCKUX TeHeTUKOB (AMI).

2. bapanoB Anekcanap AjekcanapoBud — akagemuk PAH, mpodeccop, n.M.H., TOYETHBIHI
npeacenarens Mcnonkoma Coroza neauatpoB Poccun.

3. HamazoBa-bapanoBa Jleitna CelimypoBHa — akagemuk PAH, mnpodeccop, a.M.H.,
[Ipeacenarens Ucnonkoma Coroza neauatpos Poccun.
4. Antunenko Enena AwnapeeBHa — JOLEHT, JA.M.H., JOLEHT Kadeapbl HEBPOJIOTHH,

ncuxuatpu U Hapkojorun @®I'BOY BO "[IpuBoskckuil nccaeaoBaTeNbCKUNW MEAUIIMHCKUMA
yHuBepcutet" Munsnpasa Poccun, unen Beepoccuiickoro o0miectBa HEBpOJIOTOB.

5. Bamakmanze Hato JIxymGepoBHA — J.M.H., JOUEHT Kadeapbl (aKyIbTeTCKON MeauaTpuu
[1® ®I'bOY BO PHUMY umenn H.M. Iluporosa, MHCTUTYT meauaTpum M OXpaHbl 310POBbA
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nereit LIKb PAH, unen Coto3a nenuarpos Poccuu.

6. Bonruna Ceernana SlkoBneBHa — 1.M.H., ipodeccop kadenpsr PI'BOY BO "Kazanckuii
rocy/apcTBEHHbIN MeAUIMHCKUM yHUBepcuTeT" Munzapasa Poccun.

7. 3axapoBa Exarepuna lOpbeBHa — 1.M.H., 3aBelyrolas J1abopaTopuell HacIeJICTBEHHBIX
6onesnerr oomena @PI'BHY "Menuko-reHeTHUECKH HaydHBIM LEHTp M. akagemuka H.IL
boukosa", wien Poccuiickoro o0miecTBa MEAMIIMHCKUX T'€HETUKOB, YJIEH €BPOIEHCKOTO OOIIeCTBa
10 U3YYCHHIO HACJIEJCTBEHHBIX OoJie3Heit oOMeHa BemecTs (SSIEM).

8. Komnmmackas Ceerinana BacuibeBHa — K.M.H., JOIEHT Kadeapsl HEBPOJIOTHH, TICUXHATPUN
n Hapkojorun OO OI'BOY BO "l[IpuBOMKCKUI HCCIEAOBATENbCKUI MEIULIUHCKUN
yHuBepcuteT" MunsnpaBa Poccun, wien EBponeiickoil akagemMuu HeBpoJoruu, uieH PaOoueit
rpynnsl o 6oiu EBpomnelickoil akagemMuu HeBpoJoruu, wieH Eppomneiickoit Cetu mo 60ie3HU
I'entunrrona, wunen Ilpesuguyma HaumonansHoro CoBera 3KcnepToB 10 OpdaHHBIM
3a0oJsieBaHUsIM, wieH Poccuiickoro oOuiecTBa o HEpBHO-MBIILIEYHBIM 3a00JIEBAaHUSM.

9. Koctuk Muxann MuxailioBud — A.M.H., JOLEHT Kadeapbl roCnUTaIbHOW INeauaTpuu
OI'bOY BO  Cankr-lIlerepOyprckuii  rocynapcTBEHHBIM — MeIMATPUUECKUH  METUIUHCKUN
yHHuBepcuteT Munsapasconpas3sutus Poccun, Cankr-IletepOypr.

10. Ky3enkoBa Jlroqmuiia MuxaiisioBHa — J.M.H., 3aBEAYIOIIasl OTJAEIECHUEM TICUXOHEBPOJIOTUH
u ncuxocomarnueckor mnaronorun OI'AY "Hayunblil MEAUIMHCKUANA HCCIETOBATEIBCKUN LIEHTP
3a0poBbs Aetei" M3 PO, unen Coro3a nenuatpoB Poccun.

11. JlapnonoBa Bamentnna Unenanuyna — n.m.H., ®T'BHY "HMHCTUTYT 3KCieprMEHTAIBHOU
MeauiuHbl", yieH Poccuiickoro o0IecTBa MEAUIIMHCKIUX T€HETUKOB.

12. Makcumona lOmust BnagumupoBHa — 1.M.H., ipodeccop, 3aB. kKaheapord METUITMHCKOU
renetukn u Owonorun DI'BOY BO "HoBocuOupckuii rocyaapCTBEHHBIM MEIUITMHCKUMA
yHuBepcuter" Munszapasa Poccun, 3aB. meauko-renerndyeckum otaenom ['bY3 HCO "I'Kb N 1",
YIeH ACCONMAINKY MEIUITMHCKUX TeHETHKOB (AMI).

13. MuxaitnoBa Cperiiana BuraibeBHa — A.M.H., 3aBenymomas otaeineHuem OI'BY
"Poccumiickas Jlerckas Knuanueckas bonpauma" M3 PO,
14. MomuceeB Cepreii BaneHTHHOBHY — I.M.H., 3aBeaylOImui Kadeapoid BHYTPEHHUX,

npodeccuoHanbHBIX Oosie3Helt u peeMmarosioruu PI'AOY BO Ilepeiit MI'MY um. .M. CedeHona
(Ceuenosckuii yausepcuret) M3 PO,

15. IlymkoB Anekcanap AnekceeBrud — K.0.H., B.H.C. Ja0OpaTOpUH MOJICKYJISIPHON TCHETHUKU U
kieroyHoit Owonorun PI'AY "HayuHblli MEIMIIMHCKUN HMCCIEIOBATEIBCKUM LCHTP 30POBbS
nerei" M3 P®, unien Cotoza neauarpoB Poccun.

16. TlogknetHoBa TartesHa BmaguMupoBHa — K.M.H., C.H.C. JabOpaToOpuu pPEIKHX
HacJeACTBEHHBIX OojesHert y mereid ®I'AY "HayuHblii MEIUIIMHCKUN HCCIICOBATEIBCKAN IIEHTP
310poBbs Aetei" M3 PO, unen Coro3a neauatpoB Poccun.

17. CaBoctbsinoB Kupmin BukropoBud — k.0.H., 3aBeayromuii 1adopaTopueii MOIEKyIsIpHOI
TeHeTUKH U KieTouHoi Omonoruun OI'AY "HayuHblil MEOMIIMHCKHUI HCCIIENOBATENbCKUMA IICHTP
3n0poBbs Aetei" M3 PO, unen Coro3a neauatpoB Poccun.

18. Camory6 T'anuna HukomaeBHa — K.M.H., JOLEHT, 3aBeayomas kadeapol BHYTPEHHHX
oonesneit ®I'BY "C3OMUIL umenn B.A. Anvazosa" M3 PO.

19. Cemsukuna Amna HukomaeBHa — J1.M.H., T'.H.C. OTACICHNS KINHUYECKON reHeTnku OI'bY
"Mockosckuii HUW neamatpum u gerckodt xupypruum MunszapaBa Poccun", wien Acconmanuu
MEIHUIIMHCKUX TeHeTUKOB (AMI).

20. CoxonoB Anekceil AnpOepToBHY — JI.M.H., Ipodeccop Kadeapbl BHYTPEHHUX O0Je3HEN U
Hedposnoruu ['BOY BIIO "CeBepo-3anaaHblii ToCyaapCTBEHHbBIH MEIUIIMHCKUN YHUBEPCUTET M.
N.N. MeunukoBa", c.H.c., HauanbHUK oOTAelneHus KnmHuueckoro LleHTpa 3KCTpakoprnopanbHOU
JETOKCUKAMU BOEHHO-MEIUIIMHCKOW aKaJeMuH, BEAYIIUA Hay4YHBI COTPYAHHUK, PYKOBOIUTEIND
TPYNIBl 1O  W3y4eHHIO  peakux  Oomne3neid  HayuHo-mccrnenoBaTenbCKOTO — MHCTHUTYTA
skciepuMmenTanbHoil  memunuHel  C30 PAMH, wunen Cankr-IlerepOyprckoro — obmiecTsa

Ctpanuua 20 us 35


http://disuria.ru/

KnuHunyeckne pekomeHgaumm — bonesnb ®abpu — 2019-2020-2021 (23.01.2023) — YTBEP)KAEHLI MH3gpaBom PO

MequuuHCKo reHeruku, llpencenatens Cosera skcneproB HamumonansHONH — acconuanuu
opranu3anuii OOoNbHBIX penkuMu 3adoneBanusmMu "l'enermka", unen Meguuunckoro CoBera
OkcneproB CEE GN (LlenTpanbHoii 1 Bocrouno-EBpomnelickoil I'enetnueckoit Cetn).

21. Tomwimna Haranes ApkanseBHa — 11.M.H., ipodeccop, PI'BY HUMII tpancmianTonoruu
U HCKYCCTBEHHBIX OpraHoB UM akajgemuka B.M. [llymakosa.

22. ®omuH Bukrop BukropoBuu — ui.-kopp. PAMH, n.M.H., popekTop N0 KJIMHUYECKOU
paboTe ¥ JOMOJHHUTEIHLHOMY MPOPECCHOHATHPHOMY 00pa30BaHUIO, 3aBeaylomuid Kadeapoi
daxynprerckoit Tepamuun N 1 ®T'AOY BO Ilepsriii MI'MY um. .M. CeuenoBa (CeueHOBCKHIA
yHuBepcurer) M3 PO.

23. VYpanoBa Onbra BacuibeBHa — k.M.H., OOO "Menuko-renernueckuii uentp "['enom",
npenceaarens Hwkeropoackoro otaenenuss POMIT, pykoBoautens lleHTpa MeauuuHCKON
reietuk ®I'bOY BO "IIUMVY" Munsznpasa Poccun, r. Huxuauit Hosropos.

ABTOpBI TOJATBEP)KIAIOT OTCYTCTBHE (PUHAHCOBOM MOJIEPKKU/KOHGIMKTAa HMHTEPECOB,
KOTOPBI HE0OOX0IMMO 0OHAPOIOBATh.

[Tpunoxxenue A2
MeToponorusa pa3spaboTKu KIMHNYECKUX peKoMeHaauum

HaCTOSIHII/Ie PEKOMCH AN MNpe€aHa3HA4YCHEBI JJIA IPUMCHCHUA MCECIUIIUHCKUMHU
OpraHM3alUsIMH U YUPEeKICHUSIMH (eepanbHbIX, TEPPUTOPUATBHBIX U MYHHUIIMIIAIBHBIX OPraHOB
YOpaBJICHUS 3IPABOOXPAHCHHEM, CHCTEM O0O0s3aTeIbHOTO M JOOPOBOJBHOTO METUITMHCKOTO
CTpaxoBaHHi, APYIUMHU MCEIUIMHCKHMHU OPraHU3alMAMH PA3IMYHBIX OPraHU3allMOHHO -IIPAaBOBBIX
dbopM ACATENBHOCTH, HANpaBIEHHOW Ha OKa3aHWe MEIUWIMHCKOW momomu. KiuHudeckue
PEKOMEH/IAlIMM CO3/IaHbl HAa OCHOBAaHWHM CHUCTEMATHYECKOTO 0030pa juteparypsl 1992-2019 rr.
Medline (Pubmed version), Embase (Dialog version) m Cochrane Library databases, c¢
HCTOJIb30BAHUEM CO3/IaHHBIX MTPOTOKOJIOB IO JieueHUt0 bd:

Biegstraaten M. et al., Recommendations for initiation and cessation of enzyme replacement
therapy in patients with Fabry disease: the European Fabry Working Group consensus document.
Orphanet J Rare Dis. 2015; 10: 36;

Ramaswami U, Whybra C, Parini R, et al., FOS European Investigators. Clinical
manifestations of Fabry disease in children: data from the Fabry Outcome Survey. Acta Paediatr
2006; 95(1): 86-92;

El Dib R, Gomaa H, Ortiz A, Politei J, Kapoor A, Barreto F Enzyme replacement therapy for
Anderson-Fabry disease: A complementary overview of a Cochrane publication through a linear
regression and a pooled analysis of proportions from cohort studies. PLoS ONE 2017; 12 (3):
e0173358;

Alegra T, Vairo F, de Souza MV, Krug BC, Schwartz 1V. Enzyme replacement therapy for
Fabry disease: A systematic review and meta-analysis. Genet Mol Biol. 2012; 35: 947 — 54;

Spada M, Baron R, Elliott PM, et al. The effect of enzyme replacement therapy on clinical
outcomes in paediatric patients with Fabry disease — A systematic literature review by a European
panel of experts. Mol Genet Metab. 2019; 126(3): 212-223,;

Germain DP, Elliott PM, Falissard B, et al. The effect of enzyme replacement therapy on
clinical outcomes in male patients with Fabry disease: A systematic literature review by a European
panel of experts. Mol Genet Metab Rep. 2019 Feb 6; 19: 100454;

Germain DP, Arad M, Burlina A., et al. The effect of enzyme replacement therapy on clinical
outcomes in female patients with Fabry disease — A systematic literature review by a European
panel of experts. Mol Genet Metab. 2018; 126(3): 224-235.
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[lkanbr oIeHKM YpOBHEW gocToBepHOCTH Joka3zarenbcTB (Y/Jl) u oueHku ypoBHEH
yoemurensHocTH pekomenaanuii (YYP) npuBenens! B Tabnuiax 1-3.

LleneBas ayauTopusi AaHHbIX KIIMHUYECKUX PeKOMeHAauun:
1. Bpauu o6meit BpaueOHOI MpaKkTUKH (CEMEHbIE Bpayun);
2. Bpaun-nenuarpsl;

3. Bpauu-tepaneBTsl;

4. Bpaunl-reHeTHKH;

5. Bpauu — naGoparopHble TeHETHKY;

6. Bpauu-uedponoru;

7. Bpaun-kapauoJory;

8. Bpauu — nerckue kapuoJory;

9. Bpauu-HeBpoJioru;

10. Bpauu-racTposHTEpOJIOTH;

11. Bpaun-3H/10CKOTHCTHI;

12. Bpauu-peHTreHos0ry;

13. Bpauu-gepmMaToBEHEPOIIOTH;

14. Bpauu-odTanbMoiory;

15. Bpauu ¢hyHKIIMOHATBHOM AMArHOCTUKY,

16. Bpauu-nicuxuarpsr;

17. MeauiuHCKHE TICUX0JIOTH;

18. CtynenTsl MenuuuHCKUX BY30B;

19. OGyuaromuecs B OpuHATYypE U HHTEPHATYPE

[Tpunoxenue 1

LLikana oueHKM ypoBHeN AOCTOBepPHOCTU AoKa3aTenbcTB (YAN) ana metonosB
AWarHoCTUKM (AMarHoCTU4YeCKUX BMelaTesibCTB)

YA Pacimgposka

1 CucremaTnueckue 0030pbl HCCIEIOBAaHUM C KOHTpOJIEM pePEepeHCHBIM METOJOM WIIH
CUCTEeMAaTUYEeCKUi  0030p PaHIOMH3UPOBAHHBIX KIMHUYECKHX  HCCIENOBaHUN  C
MIPUMEHEHHEM MeTaaHalln3a

2 OTI[GJ'ILHLIG HCCIICAOBAHHA C KOHTPOJIEM pe(bepeHCHBIM MCTOJOM MM OTACJIBHBIC
PAaHOAOMU3BHUPOBAHHBIC  KIIMHHYCCKHUC  HCCICAOBAaHHUA W  CUCTCMATHUYCCKHC O630pBI
HCCIEI0OBaHUN JIF000TO I[H3aI>iHa, 3a HCKINOYCHHCM PAHAOMH3UPOBAHHBIX KIMHUYCCKUX
I/ICCJ'IG,Z[OBaHI/II‘/'I, C IPUMCHCHUCM MCTaaHaJIn3a

3 HccnenoBanus 0e3 MoCJICA0OBATCIILbHOI'O  KOHTPOJIA pe(bepeHCHBIM MCTOOAOM HMJIHU
nucciacagoBaHusa C peq)epeHCHBIM MCTOJOM, HE ABIAOIMHUMCA HC3aBUCUMBIM  OT
ucceiaeayemMoro Metola il HEpaHAOMU3UPOBAHHBIC CPABHUTCIIBHBIC UCCIICIOBAHHSA, B TOM
YUCJIC KOTOPTHBIC UCCIICAOBAHUA

4 HeCpaBHI/ITCHLHHC HCCIICA0BaHUs, OITMCAHNUEC KIIMHUYCCKOTO ClIydasd

5 Hmeetcs muibs 000CHOBaHUE MEXaHHU3Ma JIEHUCTBUS WM MHEHHE OKCIICPTOB
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[Tpunoxxenue 2

LLikana oueHKn ypoBHen foCTOBepHOCTU Aoka3aTtenbcTs (YO) ansa metoaos
NpoUNaKkTuKn, nevyeHns n peadbmunurauum (NpodunnakTM4eckux, nevyebHsolx,
peabunuTauMoHHbIX BMELIATEeNbLCTB)

Y PacmmdpoBka

1 Cucrematnueckuii 0030p PKH ¢ npumenenneM meTaaHanusa

2 Otnenbabie PKU u cucremarndeckue 0030pbI HCCIEIOBAHUN JIO0OTO Au3aiiHa, 3a
ncxinouennem PKH, ¢ npuMenennem Meraanaimsa

3 HepannomusupoBaHHble CpaBHUTENIBHBIE UCCIIEI0BAHUS, B T.U. KOTOPTHBIE UCCIEAOBAHUS

4 HecpaBHuTenbHble McCIeA0BaHNS, ONMCAHUE KIMHUYECKOTO Clydas WM CEpUU CIIy4yaes,

uccaeaoBaHus "'ciydai-KOHTPOJIb"

) Nwmeercs numb 000CHOBaHME MEXaHM3Ma JACWCTBMSI BMEIIATENbCTBA (JIOKIMHUYECKUE
UCCIIEIOBAHUS) UM MHEHHE SKCIIEPTOB

[Tpunoxenune 3

LLikana oueHKM ypoBHen yoeauTenbHOoCTU pekomeHaauuu (YYP) ana metonos
npodnnNakTMKu, AMarHoCTUKN, NNIeYeHnsa n peabunutaumm (NpodnnakTM4eckux,
ONarHoCTUYeCKnX, nevyebHbIX, peabunntTauMoHHbIX BMeLIaTenbLCTB)

YVP Pacmudposka

A CunbHasi pekoMeHnanus (Bce paccMaTrpuBaeMmbie KpuTepuu 3PPEKTUBHOCTH (MCXOIBI)
SIBIISTIOTCSI BQXHBIMH, BCE HCCIICJOBAHUS WMEIOT BBICOKOE WIIM YIOBIETBOPHTEIBHOE
METOJIOJIOTHYECKOE KAueCTBO, HMX BBIBOJBI II0 WHTEPECYIOIIMM HCXOJaM SIBIISTFOTCS
COTJIACOBAHHBIMHU )

B VYcnoBHas pekoMeHaanus (He Bce paccMarpuBaemMbie KpuTepuu 3(HEKTUBHOCTH (MCXOIbI)
SIBIISIFOTCSL B)KHBIMH, HE BCE HCCJICIIOBAHUS MMEIOT BBICOKOE WIJIM YIIOBJICTBOPUTEIHHOE
METOJIOJIOTHYECKOE Ka4eCTBO M/MJIM UX BBIBOJIBI TI0 MHTEPECYIOIIUM UCXO0JIaM HE SIBIISTIOTCSI
COTJIACOBAHHBIMH )

C Cnabas pexkoMeHjanus (OTCYTCTBHE JIOKa3aTeNbCTB HaJUIeKallero KadectBa (Bce
paccmarpuBaeMble Kputepuu 3(PPeKTHBHOCTH (MCXOIbI) SBJSIOTCS HEBAXXHBIMH, BCE
WCCIEIOBAaHUSI HMMEIOT HHU3KOE€ METOJIOJIOTUYECKOE KAaueCTBO M WX BBIBOJABI IO
WHTEPECYIOIINM HCX0JIaM HE SIBJISIFOTCSI COTJIACOBAHHBIMHU )

Mopsaaok 0GHOBNEHUS KNMMHUYECKUX peKoMeHZauumn

MexaHu3sM ~ OOHOBJEHUS ~ KIMHUYECKMX  pEKOMEHJAalMi  OpeaycMaTpuBaeT — HUX
CHUCTEMATHUYECKYIO aKTyaJIU3allli0 — HE PEKe YeM OJIMH pa3 B TPU roja, a TaKXKe NP NOSBICHUU
HOBBIX JIaHHBIX C MO3ULMHM JOKAa3aTEJIbHONM MEIUIMHBI IO BONPOCAM JUArHOCTHUKH, JICUYEHUS,
NpoUIaKTUKK W peadMIUTallMd  KOHKPETHBIX  3a00JieBaHMH, HaJU4uu OOOCHOBAHHBIX
JIOTIOJTHEHUIH/3aMeuaHnii K paHee yTBepkJIeHHbIM KP, Ho He ydarie 1 pa3a B 6 MecseB.
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ITpunoxxenne A3

CﬂpaBOqule MaTepuanbl, BKrno4vasa cooTBeTcTBUe nokKasaHum K nMPpUMeHeHUuIo n
ﬂpOTMBOHOKa3aHMﬁ, cnoco6oB npnuMeHeHUs n 403 NNeKapCTBeHHbIX npenapaTtos,
MHCTPYKUUUN NO NPpUMEHEeHUIO JNieKapCTBeHHOro npenaparta

1. Tlpukaz MunucrepctBa 3apaBooxpanenuss PO "O6 yrBepxaenun Ilopsimka oxazaHus

MEJIMIIMHCKOM MOMOIIU OO0JIBHBIM C BPOKJICHHBIMU M (MJIM) HACIIEICTBEHHBIMU 3a00JIEBaHUSIMU" OT
15 HOs10pst 2012 r. N 917h).

2. Knmanuyeckne pexkomenpanuu "[umeprpoduyeckas xapamommonarus” ID: KP283,
(http://cr.rosminzdrav.ru/)

3. Meroanueckoe PYKOBOJICTBO "TpaHCrutanTanus MoYKu" ID: MP34
(http://cr.rosminzdrav.ru/)

IIpunoxenue b

AnropnTtmbl AeNCTBMX Bpaya

NpraHaku B® ¥y naumedTa mav b0 y
PORCTBEHHM KOS

h 4

NabopaTopHasa AWarHoCTUKa

Audd oWarHocTHKa C
APy ran
sabone BaHWAMMK

Ouarnos
nogareepsaeH ?

i nmewTca
NOoKAZIHMA K
©3T?

HeT MoHMTOPKH T

Y

COCMoOAHWA NauWeHTa

Tepanua
adbenTusHa?

P@3T

PacCMmOTPEH MA BOSMOMH OCTE M
OPYMMX METOL0E NEYeH A (B
TOM YMCAE TPAHCIIAHTAL MA

OpraHoEs)
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IIpunoxenue B
UHdopmaumua ana naumeHTa

bonesur ®abpu (b®P) wmu Oonesnp AnnepcoHa-Dabpu — peakoe HACIEICTBEHHOE
3a00JIeBaHNEe, KOTOPOE OTHOCUTCS K JIN30COMHBIM OOJIE3HSIM HAKOTUICHHSL.

KnunHnyeckne nposiBneHus

[Ipu Ooneznu @abpu CTpagalOT MPaKTHYECKHM BCE CUCTEMBl OpraHoB. Y MHOTIHX
HaOMoAaoTCsA Helpornaruyeckas 00Jb (Krydue OOJM B KUCTAX W CTOMAX, YCHUJIMBAIOIIUECS B
KaApPKYIO MOroty, Npu (PU3NUECKON Harpy3Ke), KO>KHbIE IIPOSBICHUS (aHTMOKEPaTOMbI), HApyLLIEHUE
MOTOOT/IENEeHUsT (TUIO-, AHTUIPO3), TMOPaKEHUE MepUPepuyecKol U LEHTPAJIbHON HEpBHOU
CUCTeMbI (MHCYJBT), MOYEK, CEepAlla, OpraHa 3peHHsl (BUXpEBMJIHAS KepaToNaTHsl), KeIyI04HO-
KHAIIEYHOTO TPAKTa.

IIpn xnaccuyeckoil ¢opme 3aboneBaHue HauuHaeTcss B 4-12 jer W Xxapakrepusyercs
MEePUOIUUYECKUMH OOJIIMU MPEUMYIIECTBEHHO B KUCTSX M CTOINAX, MHOTAA OOJb JIOKAIU3YyeTCs B
KMBOTE€ W TIPHUCTYNBl HAMOMHHAIOT AaNNEHIUIHUT. bonM yCHIMBAIOTCS TpU  TOBBIIICHUH
TEMIIepaTypbl Tena, (U3NYECKHUX Harpyskax, B KapKyl M XOJOJHYyH mnoroay. bomu wmoryr
MPOTEKaTh Mo TUITY Kpu30B. C BO3pacToM 00JIeBbie KPU3bl 0OBIYHO YMEHBIIAIOTCS.

OmHUM M3 SIPKUX CUMITOMOB SIBJISIFOTCSI @aHTHOKEPATOMBI, KOTOPBIE €CTh MPAKTHYECKH Y BCEX
nanueHToB. [lo pasmepy 3T0 HeOosbIIKe, ¢ OyIaBOUYHYIO TOJIOBKY, 00Opa30BaHUs — KPaCHOTO WJIH
0arpoBOro 1BeTa, IUIOCKUE WIN NMPUIIOAHATHIE HaJl IOBEPXHOCTHIO KOXKU. Yalle BCero NosBIsSIOTCS
aHTMOKEpaTOMBbl B HIDKHEW YacTH >KHMBOTA, PACHPOCTPaHsACh Ha Apyrue ydacTku Tena. OHH He
IPUYMHSIOT 0CO00T0 OECIOKOICTBAa — TOJIBKO €CJIM HE 3aTParuBaroT BCIO MOBEPXHOCTH TeJa.

ITopaxenune nouek npu b® Haba0OAaETCS MPAKTUYECKU Y BCEX MYKYHMH U Y MHOTHX KEHIMH
nocie 40 j1et, 4To NPUBOAUT K MOYEYHON HEJOCTATOYHOCTU U TpeOyeT NPOBEICHUE TeMOINANIN3A.

VY MHOrux NHalMEHTOB C BO3PACTOM pa3BUBAETCs TUIEPTPOpHs MHOKapnaa, Karapakra U
HapylLIeHHe CiIyXa.

Cxonnble cinydau 3a00JieBaHUIl B ceMbe, MOYEYHAs HEIOCTaTOYHOCTb, PAHHUE WHCYIBTHI,
JIMXOPa/IKa HEsICHOTO TeHe3a, 00JIM B AKHUBOTE, KUCTIX U CTOIAX,

MpunynHbI 60ne3Hn Padbpu

Bone3np oOycnoBineHa MyTanusmu B TeHe GLA, xotopsii kommpyer ¢depment O-
ranakro3ugasy A (A-I'AJI A). DToT hepMeHT ydacTBYeT B peakiusixX paculeryieHus: 0COOBIX KUPOB
— riaukocuHromunuaoB. B pesynpraTe HEZOCTAaTOYHOCTH (DepMEHTa MPOMCXOIUT HAKOILJICHHE
IJIMKOC(UHTOJIMINIOB B PA3IMYHBIX OpraHax U TKaHs;X.

I'en GLA pacnonoxxen Ha X-xpomocomMe U 3a0ojieBaHME HMeeT X-CUCIUICHHbIH TUI
HacnenoBaHus. Ho B oTimyMe oT MHOTHX JPYrux X-CLEMJICHHbIX pelieCCUBHBIX 3a0oJyieBaHuid, 60-
70% >KEHIIUH — reTEPO3UTOTHBIX HOCUTEJIBHULL UMEIOT KIMHUYECKUE MTPOSABIICHUS, IPUUEM HHOT 1A
TaKue K€ TSDKEIble, Kak Uy OOJNbHBIX MY)KUHH.

Honroe Bpemst cuutaigoch, uto b® oyeHp penkoe 3abosieBaHUE, HO CKPUHHMHIOBOE
ucciefoBanue B MrTanuu moka3aso YIMBHUTEIBHO BBICOKYIO 4YacToTy 3ToM Oozesnu: 1:3100
HOBOPOJKJIEHHBIX MaJbYMKOB HMMEIM HU3KYI0 akTMBHOCTH A-I'’AJI A m myranum B rene GLA.
ITo3TOMY BO3MO>XKHO, YTO MHOTHE CITy4an 3a00JI€BaHUs TaK M OCTAIOTCS HE AMAarHOCTUPOBAHHBIMHU.

YroOs! BeIsiBUTH D, BO MHOTHX CTpaHax, B ToM uucie B Poccuu, oOcieayoT naueHToB U3
OTJIEJIEHUH Te€MOIUaIN3a, HEBPOJIOTMUYECKUX U KapJUOJIOTUYECKUX CTAllMOHAPOB.
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Kak yctaHaBnuBaloT guarHos

Bpaun Ha OCHOBaHWUM KIMHUYECKMX CHUMITOMOB MOTYT 3amoJIO3pUTh O00JEe3Hb. 3areM
MIPOBOJIATCS TaOOPATOPHBIE TECTHl M MHCTPYMEHTAIBHOE MCCIIeIOBAHNUE.

Tounbrit JUarHo3 MOKHO YCTAHOBUTHL, HU3MCPHUB AKTHBHOCTb @epMeHTa, HJIn OIIpCaAcCiInB
KOHIIeHTpanuio Ju3ochunrounuaa — lysoGb3 B kposu. J{jst a3Toro gocrarodno codpath KpOBb Ha
KapTOYKy-(HIBTP U3 Majblla WIK U3 BeHbI. Takue KapTOYKU €CTh B JIO00M MEINKO-TEHETHUECKON
KOHCYJIbTAallUU U B MNOJIMKIIMHUKE.

Tounbrit JUarHo3 BaXXCH I MCAUKO-TCHECTUYCCKOI'0O KOHCYJIbTUPOBAHUA, HpeHaTaﬂbHOﬁ
JTMArHOCTHKY 3a00JICBaHUS, YCTAHOBIICHUSI HOCUTEIILCTBA.

INeuyeHue

Jst BO pazpadotan >pPexTuBHBIN METO JeUeHUs] — (epMEHTHAsI-3aMECTUTENIbHAS Teparus
(®3T), nosToMy paHHSS IMArHOCTUKA 3a00JeBaHUS MMeEET OoJblloe MpakTHueckoe 3HaueHue. K
CO’KaJICHUIO, 4YacTh CIy4yaeB JMArHOCTUPYETCS Ha IMO3JHUX CTaausaXx OOJIe3HH, YTO HE JAaeT
BO3MOXHOCTb MOJIy4UTh 3HaUUTEIbHBIN 3 ekt O3T. Ognaxo, Ha 1000M cTaguu 00JI€3HU HaYaJI0
@3T mo3BOJIAET 3aMEUIUTH MPOTPECCHPOBAHNE M CMSTUUTH KIIMHUYECKUE CUMIITOMBI.

Ponb ceMbu 1 naumeHTa

Ha npumepe b® M0XkHO TOKa3aTh BaKHOCTh COCTaBJIECHUS POJOCIOBHON W 0OCIIETOBAaHUS
POACTBEHHUKOB. C‘II/ITaeTCH, 4YTO, YCTAaHOBHB JUArHO3 y OJAHOrIo Imanuc€HTa, MIpUu O6C.]'Ie)IOBaHI/II/I
POACTBEHHHUKOB MOKHO HauTH [S11(§ 5 OOJIBHBIX HA Pa3HBIX CTaguAX 00JIE3HH — OT IMPAKTUYCCKHU
0ECCUMIITOMHOM 10 TSKENOA.

[Tanmentsl ¢ B® Moryr momMoudbs CBOMM POJHBIM, MPOCTO COOOIIMB UM O HEOOXOIUMOCTH
npolTH nauarHoctuky. Ecnm auarHo3 OyneT YCTaHOBJIEH paHO — JO Hayala HeoOpaTHMBIX
W3MEHEHUN BHYTPEHHHX OPTaHOB, JiedeHHe OyaeT ropasmo 3ddexruBHee. Jlewanmuii Bpad wim
Bpay-reHeTHK HE UMEET MpaBa pasriamiath MEIUIMHCKYI0 HH(POPMALIHIO, TIOATOMY CYIb0a pOJAHBIX
— IIEJINKOM B PYKax CaMUX MalUeHTOB.

Ponnble OpaThs U cecTpbl, BCE POJCTBEHHMKH IO MATEPUHCKOW JIMHUU — JSAU, T€TH U
JBOIOPOJIHBIC OpaThsi W CECTPHl JOJKHBI OBITH TPOMH(POPMHUPOBAHBI O HEOOXOAMMOCTH
TeCTUpOBaHUA. B ceMbsix O0J€3Hb MOXET MPOSBIATHCA TMO-pasHOMY. Y MYKUHMH YacThIM
ocnoxkHeHueM mocne 40 et sBIsSETCS MOYedHas HeAocTaToyHocTh. Ho B paHHeM Bo3pacte
OCHOBHas >kajoba — 3TO aKponapacTe3uu, aHrMoKepaToMbl. JKEHIIMH MOTYT OecroKOuTh 00, a
MoYeyHasi HEJAOCTAaTOYHOCTh BCTPEYAETCS PEXE M MOXKET pa3BUBAThCA B IO3JHEM BO3pacTe.
[IpoBenenue MOJEKYISIPHO-TEHETUYECKOTO AaHajlM3a, HAMPaBJICHHOTO HA BBHISBICHHE CEMEHHOM
myrtauuu reHa GLA, nokazaHo cieIylomuM poCTBEHHUKAM MalleHTa:

Onsa npob6aHpa MyXckoro nona:

1. matb

. Jouepu

. OpaTbs U cecTpbl

. CBOJIHBIE OpaThs U CECTPHI 110 MAaTEPU
. JIe]l 0 MaTepUHCKOM TMHUU

. 6aly11Ka 1o MaTepUHCKOM JTMHUN

. IETH 10Yepen

. OpaThs U cecTpbl MaTepu

. louepH OpaTheB

10. netu cectep

11. nouepu NIEMSIHHUKOB

12. et mIeMsSHHUIL

13. nBotOpOAHBIE OpaThsi U CECTPHI 0 MATEPUHCKON JTUHUU

O 0 JN nNn W
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14. noyepu BHYKOB (IIpaBHYYKH) 110 JIMHUU JoUYepen

15. netn BHyuek (IpaBHYKU U IPABHYYKH) 110 JIMHUU A0oYepeit

aons np06aHp.a XKeHCKoro nona:
. MaTh
. oTen
. JA€THU
. 6aly1IKa 1Mo MaTepUHCKON JTMHUA

. 6a0yIIIka 1Mo OTIOBCKOM JIMHUU
. IETyIIIKa [0 OTLHOBCKOMW JIMHUU

. OpatThs U cecTpsl

1
2
3
4
5. Ieayuika 1o MaTepuHCKOM JTMHUHU
6
7
8
9

. CBOJIHBIE OpaThsi ¥ CECTPHI IO MAaTEPUHCKOMN JIMHUU

. BHYKHM ¥ BHYYKH

. lodepu OpaTbeB
. JIETH cecTep

. JE€TH IINIEMAHHUI]

. CBOJHBIE CECTPBI [0 OTHOBCKOU JIMHUU

. OpaThs U cecTpbl MaTepU
. OpaThsi U CECTPHI OTIIA

. I0Yepy BHYKOB (TIPaBHYYKH)

. IETH BHY4Y€K (MIPaBHYKH U MPABHYYKHU)

. IBOIOPOJHBIE OpaThsi U CECTPHI MO JIMHUU MaTepu
. IBOIOPOJIHBIE OpaThsl M CECTPHI MO JIMHUU OTLA

. J0YepH MIEMSHHUKOB

[Tpunoxenue I'1-I'N

LLikanbl oLeHKWU, BONPOCHUKA U ApYyrue OLeHOYHble MHCTPYMEHTbI COCTOSIHUSA
nawuueHTa, NnpuBeAeHHbIe B KIIMHUYECKUX peKOMeHAaLUAX

[Tpunoxenue I'1

BbipaXXeHHOCTb KINMHNYeCKux npossneHn b® B pasHom Bo3pacTte

Jetu

[ToapocTku

B3apocnsie

AxpomapecTe3uu

AxpomnapecTe3uun

AxpomnapecTe3uun

bonb B KOHEUHOCTAX

bonb B KoHEUHOCTAX

bonb B KOHEUHOCTAX

ITopaxenuss xpycranuka u|llopaxkenus xpycranuka u|Ilopaxenus XpycCTaJluKa u
POTOBHUIIBI POTOBHIIBI POTOBHIIBI

JInxopanka JIuxopazaxka JIuxopanka

TennoBas u  xononosasd | Temnosas u xoJonosas | Temtosas u X0JIOAOBast
HEIIEPEHOCUMOCTh HENEPEHOCUMOCTD HENEPEHOCUMOCTD
[IcuxocounanbHble [Icuxocouunansusie u3mMeHeHus |lIlcuxoconnanbHble U3MEHEHUS

U3MCHCHUSA

CHuxenue ciyxa

[Iporennypus

IIporennypus
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KenynouHo-kuiieynsie KenynouHo-KHILIEYHbIE CUMITOMBI
CUMIITOMBI

AHTHOKEpaTOMBbI AHTIMOKepaTOMBbI

YToMinseMocTh YToMIs€MOCTh

CHuxeHue ciyxa [Toyeunas HEIOCTATOUHOCTH

Cepaednast HEIOCTaTOYHOCTh

HNucynbT

CHukeHue cityxa 1 IIyM B yIllax

Jlumpenema

[Ipumeuanue: y xeHmuH ¢ b® CUMNTOMBI TPOSABISIIOTCS IO03KE€ M BBIPAXKEHHOCTh HX

pasiuyHa.

ITpunoxenne 12

OudcepeHumanbHaa gmarHocTuka bonesHun ®abpu

Tun Hapymenus [wnarno3s
AHTHOKEPATHOMBI [TerexnanpHas CHITIb, HaCJIeICTBEHHAs reMopparudeckast
tenanrudkTazus Penmio-Ocnepa-Bebepa, anrnokeparoma dopnaiica,
aHTHOKepaToMa Mubennu, OoTpaHUYEHHAs HeBUGOpMHAS

aHTHOKepaToMa TyJoBwina, Oone3np [llungmepa, ¢yko3umos,
TaHTJIMO3HU/103, ACTIAPTATTIIOKO3aMHUHYPHS M CHATUIO03.

BoneBoit cunapom

Juabetnueckass W aJKoOrojbHas ~ OoJjieBass  TOJIMHEBPOTIATHS,
nopdupuitHas MOJIMHEBPOIATHS, PEBMATOUIHBII apTpuT,
peBMaTuyeckas JIMXopajaka, SpuTpoMenanrus, cuaapoma PeitHo

Iloueunas maToaoTHs

XPpOHUYECKUN JIATEHTHBIN TJIOMEPYIOHEPPHUT, HHTCPCTUIIMAIbHBIN
HepuT

Cepneuno-cocyaucras
crcTeEMa

Kap,Z[I/IOMeFaJ'II/IH, ApUTMHA HEACHOT'O I'€HE3a

Odranbmonoruueckue
HapyIICHUS

JlekapcTBeHHbIE OQTaibMonaTHU (P TPUMEHEHUH XJIOPOXUHOB,
aMHOoJIapoHa)

KenynouHo-KueuHbI i
TpaKT

CuHapoM pa3apakeHHOTO KUIIeYHHKa, 0one3Hb KpoHa
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Kputepuu HazHavyeHus ®3T

[Tpunoxenue '3

bes [Toueunsie™ | Cepaeunbie™ HHC* bosp* KKT*
IPU3HAKOB
u
CHUMITTOMO
B
Knaccuueck |IeOroT B|MHUKpOanbd |- - [IbB HEBPOIIaTUYECK | - KK
ast b®, |Bo3pacte |ymuHypus |runeprpodus ast 60Jb CHUMIITOMBI
MY>K4YHHBI 16 ner m MHOKapJa -
crapuie MTC > 12} HEBPOIATHYECK
gg;acc - Z/IM) 6e3 (unm THA/mmcy |21 0oL, Haxe
s BT npu  yCIOBHHU
MUHUMAaJIbHBI HOIHOLO
MOYeYHasT | MM - TOTePH | opTpoms e
HEIOCTATOY | MPOSBJICHUIM | ClIyXa c 6OJICYTOISIFOLILH
HOCTb u) Gpudposa |KOPPEKIHUE |, (He BIIHSET
(CKD  60-|.  ppyspaxu| A 0 | ya
90) Hapymenus | BO3PACTY | exxenneBnyro
- TI0YEYHas | cepIeUHOTO AKTUBHOCTD )
HEIO0CTAaTOU | puTMa
HOCTb
(CK®  45-
60)
Hexmaccuue - - - IIbB - - KK
cKas bo, MHKPOANB0 |runeptpodus | . HEBPOMATHYECK | CHMIITOMBI
MY>KUYUHBI YMHUHYpHSI | MUOKapJa TUA/nucy |24 6011b
(MTC > 12|t -
- MM) Oe3 (umm HEBPOIATHYECK
¢ as 00Jib, Jaxe
HPOTCHEYD |\ rivanemer |- OTEpA npu yéﬂiBHH
v MH ciyxa c
- novevHas | KOppeKiue HOJIHOTO
POSIBJICHUSAM | KOHTpOJIS  ee
HEI0CTATOY | 1) dhyGposa | A o R ——
HOCTb BO3pacTy
(CKD  60-| MPU3HAKU MU (HE BIHSET
90) HapYIICHUS Ha
CEpIICYHOTO €KETHEBHYIO
- HOHCHHAA | hyva aKTHBHOCTB)
HeJl0CTaToY
HOCTh
(CK®  45-
60)
Krnaccuueck - - - IIbB| - - KK
ast b®, mukpoans0 |rumneprpodus | (Knacc 2B) |HeBponaTuieck | CHMITOMBI
KEHIIUHBI YMHUHYpHSI | MUOKapJa - as 6osp (Kmace
(Kmace 2B) |(MTC > 12 TUA/uucy 2A)
MM) Oe3 (M | ppr (Knacc |-
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- c 2A) HEBPOIATUYECK
MPOTCHHYP | MHHMMANBHBL |- poreps |af 001b, Jaxe
na (Kiacc|mu ciyxa c|mpu  ycinosun
2B) MPOSABICHUAM | koppekyue | TOTHOTO
- moueymas|4)  ®ubposa| o | KOHTpoIs  ee
nenocraroy | (Kiace I) Bospacry | 0ONCYTONIAIONIH
HOCTb - mpmsHak | (Kimacc 2B) |MH (He BiHseT
(CK®  60-| HapymieHus Ha
90) (Knacc|cepaeunoro CHKCIAHCBHYIO
2A) putma (Knacc aKTHBHOCTb)
- noueunas | 1) (Knacc 2B)
HEJ0CTaTOY
HOCTb
(CKD  45-
60) (Knacc
2B)
Hexnaccuue - - - [IbB - - KK
cKast b, MHKPOANB0 |runeptpodus | . HEBPOMATUYECK | CHMIITOMBI
YKCHIITUHBI YMHUHYPHSL | MHOKap/a TUA/mucy |87 0011
(MTC > 12|t -
. MM) Oe3 (mmn HEBpPONATUYECK
¢ ast 6oib, Jake
EEOTeHHyp MHHHUMAJIbHbBI ;nyx;IOTepg mpH y::ﬂiBHH
- TmoYeyHas rHO;{BneHH;{M KOPpEKIe HOJIHOTO
HEIOCTAaTO4 1/5) 6 71 o | KOHTPOIL —ce
po3a 00JICYTOJISFOLIH
HOCTB BO3pacTy
(CKd  60-| NpU3HAKA MU (HE BIHSET
90) HapYIICHHS Ha
CepACYHOTO €)KEHECBHYIO
- HOYCHHAA | hyTMa AKTUBHOCTD)
HEJI0CTaTOY
HOCTh
(CKD  45-
60)
bes [Toueunsie™* | Cepaeunnie™ [HHC* Bomp* KKT*
IIPU3HAKOB
u
CHUMIITOMO
B
Knaccuueck |[leGror B - - - IIbB - - KK
ast b®, |Bo3pacre | Mukpoansb |runeptpodus | . HEBPONATUYECK | CAMITTOMBI
MY)KYHHBI 16 ner u|yMHHYpUsS |MHOKapjaa TUA/uncy | a4 00J1b
cTapiue (MTC > 12|t -
- MM) Oe3 (M| _ notepst | HEBPOMIATHIECK
TPOTEHHYP ;II/IHI/IMaJ'IBHBI clyxa c|an Goms, nae
us Koppekiue |IPH  YCIOBHH
MH i 10 | TOHOTO
- HOHCHHAA | o gpneHnsam
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HemocraTou (M) pubOpo3a  |BO3pacTy |KOHTpOJsS — ee
HOCTb - mpusHaku 0oseyToJIAoIU
(CK®  60- HAPYILCHNUS MU (HE BIMSET
90) CepACYHOTO Ha
- IOYeYHas | puT™Ma CIKCIHCBHYIO
HE0CTATOU AKTUBHOCTH )
HOCTH
(CK®  45-
60)
Hexmaccnue - - - I[IbB - - KK
cKast b, MUKpPOANBO |runeprpodus | . HEBPOMATUYECK | CHMIITOMBI
MYKIHHBI YMHUHYPHSI | MUOKapJa TUA/uucy |24 007b
(MTC > 12| pr -
. MM) Oe3 (mu HEBPONATUYECK
¢ as 0oJb, Iaxe
EI;OTGHHYP MUHHMAaJIbHBI ;HYXEOTGPZI mpH y::ngBHH
- TmoYeyHas I\H/IHOSIBJ'IGHI/ISIM KOppEKITHe HOJIHOTO
HEAOCTaTOq H§®H6 oza |H o | KOHTPOIA ce
HOCTb P BO3pacTy Goneyrosmomu
(CKD  60-|" TIPU3HAKU MU (HE BIHSET
90) HapYIICHUS Ha
CepACYHOTO SKETHEBHYIO
- HOYCHHAA | hyTMa aKTUBHOCTB)
HEI0CTaToY
HOCTB
(CKD  45-
60)
Knaccuueck - - - IIbB - - XK
ast b, MUKpOAIB0 |runeptpodus | . HEBPONATUYECK | CAMITTOMBI
YKCHIIUHBI YMHUHYPHS | MHOKap/a TUA/mucy |7 00J1b
(MTC > 12| pr -
- MM) Oe3 (wH | _ noTepst | HEBPOIIATHIECK
HPOTEMHYD ;II/IHI/IMaJ'IBHH clyxa c|an Goms, nae
us koppeknue |IPH  YCIOBHH
- TOYeYHas n i mo | OTHOTO
HEI0CTATOY Eg)(&)ﬂ;g e(I){SI?M BO3pacTy KOHTPOJIA e€e
HOCTL p 00JICYTOJISIFOLITH
(CKD  60-| NPU3HAKU MU (HE BIHSCT
90) HapYIICHHS Ha
CepACYHOTO C)KEHECBHYIO
- HOYCHHAA | hyrma AKTUBHOCTB )
HEI0CTaTo4
HOCTb
(CK®  45-
60)
Hexnaccuue - - - IIbB - - KK
ckas  bO, MUKpoanb0 |runeptpodus |._ HEBPOIATUYECK | CHMIITOMBI
KEHIIUHBI YMHUHYpHSI | MUOKapJa TUA/uucy |24 6011B
(MTC > 12| gt -
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- MM) 0e3 (wiu HEBPONATUYECK
IPOTEUHYp |C - moteps |3 OOnb, naxe
us MIHHMANBHBL | crryxa c|mpu  ycnoBum
- moyeyHas | MU Koppekiue | [TOTHOTO
HegocTaToy | TPOSBICHUSM | o | KOHTpoIsL  ee
HOCTB u) pubpo3a | pospacty | OoNCyTOMSIOUIH
(CK® 60-|- mnpusHaku MU (HE BIHUSCT
90) HapyIIEeHHs Ha

- TouecyHas | CCPACYHOTO CXKCHCBHYIO
Hegocraroy | PUTMA AKTHBHOCTD)
HOCTb

(CK® 45-

60)

[Tpunoxenue '4

Kputepuu otmeHbl P3T

Kpurepnn oTmeHb1

[Iponyck manuentom > 50% undy3uit

[TocTosiHHBIE JKWU3HEYTPOKAIOIIME WM TsDKENble CBsi3aHHBIE C WH(Y3UEH peaxiuw,
pearupyromye Ha NpopUIaKTUKY, HAaTpUMep aHarIaKkcus

HE

Kemanue nmamnuenTa

TepmunanpHast cramusi OOJIE3HU TMOYEK, 0€3 BO3MOXKHOCTH TIEPECAIKU TOYKH, B COYCTAaHUH C
TSDKEIoM cepnedHoi HepoctatouHoCcThIO (IV kimacc mo NYHA)

TepmunanpHass b® wiam  wWHBIE  COMYTCTBYIOIIME  3a00JICBAHUS 0XKHUJTaeMOM

MIPOAOJIKUTCIIBHOCTHU )XKU3HU MCHEC 1 roja

npu

Tsxenbliit KOTHUTUBHBIN ACPUITUT 000 3THOIOTHHI

OtrcyrcTBME OTBETa B TeueHUE | roja, eciv €IMHCTBEHHBIM TNokazaHuem Kk D3T sBisercs
HelponaTu4eckast 00Jib, IPH YCIOBUU MAaKCUMAJIBHOTO 00beMa MO IICpKUBAIOIIEH Tepariu™®

Kputepuu npotusonokazanuii k Hauairy @3T

Tsokenoe 3abosieBaHMEe cepiila € paclpoCTpaHEeHHBIM (GUOPO30M, eciu MOopaKeHUe cepaua
SBJISETCS €AMHCTBEHHBIM Moka3anueMm K O3T

TepmunanbHas cragus O0Je3HM MOYEK, 0€3 BO3MOXKHOCTH MEPECaTKU TMOYKH, B COUYETAHHH C
TSDKEIIOH cepreuHor HepocTtaTouHoCcThIO (IV kimacc mo NYHA)

TepMI/IHaJ'IbHaH bd NI HUHBIC CONMYTCTBYIOIIIHC 3a0071e€BaHNs O)KH,HaeMOﬁ

MPpOAOJIKUTCIIBHOCTU KU3HU MCHEC 1 roaa

npu

Tsokenblii KOTHUTUBHBIN AePUIIUT TF000H ITHOTIOTHH
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IIpunoxenue I'S

MoHuTOpupoBaHMe naumeHToB ¢ 6onesHbo ®abpu

Hccnenyemblii mokaszaTenib

Hcxoano (u no
Havayia ®3T)

Kaxnrie
6 mec

Kaxnrie
12 mec

Kaxnrie
36 mec

AHamHe3, KIMHUYECKUN CTaTyC

+ <FF>

Onenka 601 (BH3yaJIbHO-aHAJIOTOBAS ITKaa | +

OIIEHKH 00JIN)

Ompenenenre aKTUBHOCTH
JHK-nuarnoctuka

dbepmenTa u

Mukpoans0yMUHYypHs/IpOTENHYPHUS

Pacuernas CK®

OKT’

+ <*>

Oxokapauorpadus

+ <*>

XO0ATEPOBCKOE MOHUTOPUPOBAHHE

+ <*>

MP-ToMorpadus roJI0BHOTO MO3ra

+ <*>

MPT cepana

OnexTpoHelpoMuorpadus

OcMoTp oKynucTa

+ <*>

Aynuorpamma

+ <*>

OO6mmit 1 6/x aHaIU3 KPOBHU

4+ |+ |+ [+ |+ ][+ ][+ +|+

[Ipumeuanue:
<*> Yarie no MOKa3aHUsIM.
<**> KaK bl BU3UT.

[Tpunoxenue I'6

3abop 6uomatepmana ansa npoBeaeHMA AUMAarHOCTUKU B NATHAX BbICYLUEHHOW KPOBU

KpoBp coOupaercs Ha  CTaHIApTHYIO
kaptouky-pmietp (N 903), koTopas
MIPUMEHSICTCS Jint| CKpUHUHTA
HOBOPOXJIEHHBIX B Poccuiickoii
Qdenepaniii WM~ AHAJOTUYHYIO IS

MIOJIyUEHUsI CyXOoro nsTHa KpoBH. Kposb
MOJKEeT OBITh KaK KanmuuisipHas (U3 malblia,
NATKU), TaK U BEHO3Has. BeHo3Has KpoBb
cobupaercs B  NPOOHPKY, aKKypaTHO
nepeMeIInBaeTcss M 3aTeM OBICTpO ¢
MOMOIIBIO MUMETKH HAHOCUTCS Ha (UIBTP
mo 25-50 MKI KpOBH Ha  KaXIyIo
BBIJIEJICHHYIO 00J1aCTh.

d0eoe 0

He ewsivan, ifas=g morarmand Frms M wry s vesn St Astdy i

- Kamm JAOJIKHBI IMOJIHOCTBIO ITPONUTATh KPYKKH C

00paTHON CTOPOHBI

- He xacaiitech 061acTi, MPONUTaHHOM KPOBbBIO

Pucynox 1.

OOpazerr MpaBUIIBLHOTO HAHECEHUS
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Heob6xoammo XOPOIIIO MPOTKUTATh | KPOBU HA KapTOUKY-(DUIBTP
BBIJICJICHHYIO 00JacTh Ha (uiabTpe (puc. 1). = * -
AeIEHHy buastpe (puc. 1). |7 anl™ oy omy o
Hpe;[HOqTHTeJILHO C06I/IpaTb 06pa3ubl ( } [} V! v ! vV ! \
\ I \ I \ I \ I
mocjae eapl 9 - .

1 epes 40 muHYT 1 wac LTI NP NV N I N
Bo3MOXHO TaKKke OCYIIECTBUTH 3ab0p 003 Q 2023-10 000002000}
KPOBH U HATOIIAK. Xpanus npw 42 - 425 C*

Ha KapTouke-(puiabTpe 00s13aTeIIbHO

JIOJKHBI OBITH 4eTKo ykazanbl @O, kem u
OTKy/Jla  HampaBjieH  MalUeHT,  Jara
poXaeHuss W TenedoH Jedamero Bpaya
(pucyHOK 2).

O6pazerr CyXOTO MATHA KpOBU
BKJIQ/IBIBACTCS B YHCTHIM KOHBEPT, JMOO B
yucTthli  Qaitn.  Kaprouka-guibtp  He
JOJDKHA ~ CONPHUKAcaTeCsi € IPSI3HOMU
MOBEPXHOCTbIO W C oOOpa3luamMu Jpyrux

4 6 0010608

SHO Naumenra

Lara pompenns a3 83ATHA xPOBM Non

SHO Bpava

ANy / fopoa / Appec

nanueHToB. HeoOXoaumo nOpuUIIOKUTH K
obpasnam WH()OPMHUPOBAHHBIE  COTJIACHS
IIalrmueHTa HJIN €ro 3aKOHHBIX
MpeACTaBUTENEN Ha [IPOBEJICHUE
Ja00paTOPHBIX MCCIICIOBAHUN

E-mail epasa

Tenedowu spava

Tect
[Joa6pu []noune [ Jrowe [Jmnca [Juso-6L1 [Juyso6L3

E] Cemernnst Cxpatrinne. MyTaunn

Pucynox 2. O6pazen kapTouku-QribTpa

Anroputm gencTBUN MegULIMHCKOIO rnepcoHana npu B3ATMmM oopa3suoB KpoBU

- BBIMBITh PYKH (TUTHEHUYECKHUI YPOBEHbB), Ha/IeTh MepYaTKH;

- BBIMBITh PYKH TalleHTa (MATKY peOeHKa, B ClIydae, eClid KpOBb OepeTcs U3 MSTKH);

- MpoTepeTh 00JACTh MPOKAIBIBAHUS CTEPUIIbHON candeTkoil, cMoueHHoil 70% crupTom,
MIPOMOKHYTh CYXOW CTepUJIbHOM canderkoii; MPOKOJIOTh  CTEPWIBHBIM  OJHOPA30BBIM
CKapU(pUKATOPOM;

- CHSITb MIEPBYIO KAILIIO KPOBU CTEPUIIbHBIM CYXUM TaMIIOHOM;

- MSTKO HA/IaBUTh YIS MOJy4YEHUSI BTOPOIl KaIliu KPOBH;

- MPWIOKHUTHh MEPHEHIUKYISIPHO TEeCT-OJaHK K Karule KPOBU M MPOIMUTAThb €ro KPOBBIO
HACKBO3b;

- aHAJIOTUYHBIM 00pa30M HAHECTH HA TeCT-ONaHK 6-8 Karmelb, BUJI MATEH KPOBH J0JDKEH OBITh
OJINHAKOBBIM C 00€UX CTOPOH;

- BBICYIIUTh TECT-OaHK B TOPHU30HTAIBHOM TIOJIOKEHWHM Ha YHCTOH 00€3KUpEeHHON
MOBEPXHOCTH HE MeHee 4 4 0e3 MPHUMEHEHHUs TeIJIOBOM 00paboOTKM M TMOMaJaHus MPSAMBIX
COJIHEUHBIX JTy4yel;

- yImakoBaTh TeCT-OMaHKKM B YHUCTBHIA KOHBEPT TakuM 00Opa3oM, YTOOBI MSATHA KPOBU HE
CONPHUKACAIIHCH.

Ocob6eHHOCTU NpU NHDPY3INOHHOMN Tepannu

HCKOTOpLIe MalMCHTBI MOT'YT MMOJIY4aTb I/IH(I)YS’I/IOHHYIO TCPpAIlnIo, MCPEINMBAHUC KOMIIOHCHTOB
KpPOBH, YTO MOXKCT OKa3aThb BJIMAHUC HA PEC3YJIbTAThI TCCTOB. HaanMep, Ipu NCpCIIMBaAHUU TJIa3MbI
KpOBHU MOTYT OBITH MOJIYYCHBI JIOKHO-OTPULATCIBHBIC PE3YyJIbTATbI, TAK KaK OIIPEACIACMBIC
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(bepMeHTBl HaXOAATCS B IUIa3M€ M B KJIETKaX KpOBU. PeKOMeHIyeTcs OCyIIECTBHTH 3a00p KpOBHU
s pepmentHoii u JIHK-muarHoctuku He 9 panee dyem depe3 6-7 HHEH TOCIE MEpETHBAHUS
IJ1a3Mbl KpOBU U uepe3 7-10 qHei nocie nepearuBaHysi KOMIIOHEHTOB KPOBH.

He nomyckaercst 3a60p KpoBH:

- cpa3sy IocJie NpoBEICHUs NAlMeHTy UHPY3MOHHON Teparnuy;

- cpa3y 1ocJjie 3aMEHHOI0 IIEpEeIMBaHus KPOBH.

XpaHeHue n TpaHCNOpTUPOBKA bMomaTepuana

OO0pa31bl BBICYIIEHHBIX MATEH KPOBU MOKHO XPAHUTh B OOBIYHON KaMepe XOJIO0MIbHUKA ITPU
+4 °C no otnpaBku. Cpok XpaHEHMsI O MOMEHTa OTIIPaBKU HE JIOJDKEH IMpeBblIaTh 7 qHeil. Ecin
XpaHUTh JI0JIbLIIE U TIpU OoJiee BBHICOKOW TemrepaType, TO aKTHBHOCTh (pepMEHTa Jla)ke B HOpME
MOXKET CHH)KAThCsl, YTO MPUBEJIET K JIO)KHO-TIOJIOKUTEIBHBIM PE3YJIbTaTaM.

Hogsie, nznannsie B 2020-2023 rr. u odunmansHo yrBep:kaEHHbIe MuH31paBom PO,
KIIMHUYECKHe peKOMEeHAalNnU (pyKOBOJICTBA, MPOTOKOJIbI JICYEHHS) — HA HAIlleM caiTe.
WNHTepHeT-ceplIKa:
http://disuria.ru/load/zakonodatelstvo/klinicheskie_rekomendacii_protokoly_lechenija/54.

Ecau rae-to kem-1o ,Z[aHHBIfI JOKYMCHT ObLI pa”Hec paciicyaTalH, JaHHOC I/I306pa>KCHI/Ie QR'KOI[E[
ITIOMOKCT BaM 6bICTpO nepeﬁTH 10 CCBIJIKE C 6YM3)I(HOI>'I KOIMMU — B HEM HAXOJIUTCS ATa CChLIKA.
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