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CIMcoxk coxkpalueHun
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TepMMUHBI U OIIpeae/iIeHUS

depMeHTHas1 3aMeCTUTe/IbHAsI Tepamnus — JiedeHue, 3aK/IJalolleecs BO BBeIEeHUM
npenapaTa (PeKOMOMHAHTHOTO ¢depMeHTa) IalieHTaM C HacaedCTBEeHHBIM HapylIeHVeM
mMeTabo3Ma.

JInzocomHble 60/Ie3HM HAKOIUIEHMS — I'PYIINa HacaeqCTBeHHbIX MOHOT€HHBIX 3a00/1eBaHMiA,
CBSI3aHHBIX C HapylleHreM (QYHKIMU JIM30COM



1. KpaTkasa nH@opmanus 1mo 3a00/j1eBaHNI0 UIN
COCTOSIHMIO (TPYIIIbI 3a00/1€BaHUI WIN
COCTOSIHUMN)



1.1 Onpenenenue 3a001eBaHUSI WIM COCTOSHMUSI
(rpynnsl 3a60/1€eBaHUI UJIV COCTOSTHMIA)

Bonesup ®abpu (b®) mwim 6onme3Hp AHmepcoHa-Pabpy — Hac/lencTBEHHOe 3abojeBaHUe,
OTHOCSIIeecsT K TpyIHIle JM30COMHBIX OojesHeir HakomaeHus (JIBH), o6ycioBieHHOe
CHIDKeHMEM WIM OTCYTCTBMEM aKTMBHOCTU epMeHTa o-TasakTo3uaasbl A (ATAJT). Hepuinut
(epmeHTa MPUBOAUT K HAKOILJIEHUIO TIMKO(MOCHONMUINAOB B JIM30COMaX KJIETOK pa3IUUHbIX
OpraHoOB, BKJIIOUasl cepile, MTOYKM, HEPBHYIO CUCTEMY M SHIOTENNII cOCynoB. 3aboeBaHMe
HOCUT IIPOTPeCcCUPYIOIIMI MYJIbTUCUCTEMHBIN XapaKTep, XapaKTepu3yeTCsl CHMKeHUeM
KauyecTBa M IMPOMO/KUTENIbHOCTU XKU3HU. be3 COOTBETCTBYIOIIEro JieueHUsI CMepTeIbHbIN
MUCXOM, KaK MpaBUIO, HACTyIlaeT Ha 4-5M JecSITunaeTuu >KU3HU OT CepHaeuyHO-COCYIUCTHIX,
11epebpOBaCKY/ISIPHBIX OCOKHEHM UM TTOUEUHOI HeJOCTaTOuHOCTH [1,4].



1.2 3TMonorus u nnaroreHe3 3ado1eBaHUs UIN
COCTOSIHMA (TPyIIibl 32a00/1eBaHUI U
COCTOSTHU )

[TprumHOi BO3HMKHOBeHUSI BO saBnsiorcsa mytainuu reHa GLA, kogupymooiiero dbepmMeHT o-
ramakrosunasy A (GLA; EC 3.2.1.22, ATAJI). Ten GLA kapTupoBaH Ha [OJIMHHOM IUIeYe
xpomocombl Xq22.1, umeeT pasmMep OKOJIO 12 ThICAY Map HYKIEOTUOOB U COCTOUT U3 7
9K30HOB.

K HacrosmieMy BpeMeHUM uaeHTUdULMpoBaHo 6osee 600 BapmaHTOB B reHe GLA, B ToM
yncsie 0kono 500 maToreHHbIX MyTalui, U3MEHSIIOIMX CBOCTBA U CTabuabHOCTb ATAJT [1,4].
BOJIbIIMHCTBO MYyTalLMi1 SBJISIIOTCS YHUKAAbHBIMU [IJIS1 KaXKA 011 ceMbl. b® HacnenyeTcs 1o X-
CLIeTIJIEHHOMY TUILY.

[TlepBuuHBIM OMOXMMMUYeCKUMM nedeKToM mpu bD sBisieTcss HEOOCTaTOYHOCTh (hepMeHTa
ATAJI, KOTOPBI OTIIEIJIsIeT TePMUHAIbHBIA OCTATOK 0-TaJIaKTO3bl OJIUTOCAXapULHON Lenu
HeMTpanbHbIX  IMUKOCcHUHTOMMNOMAOB. HemocraTouHocTh depMeHTa  IPUBOAUT K
HaKOIJIEHUIO B JIM30COMaX Pa3HbIX KIETOK (3HOOTe/lMaJIbHble U [NIaJKOMBIIIEUHbIe KJIeTKU
COCY[IOB, 3TMUTEMATbHbIE KIETKM OOJbIIMHCTBA OPraHOB, IIEHTPAJTbHOI HEPBHON CUCTEMBI,
cepAiia) MUKOCHUHTOMUIIUIOB.



1.3 dnuaemmnosiorus 3ad0oieBaHus UIN
COCTOSIHUA (TPyIIibl 32a00/1eBaHUI U
COCTOSTHU )

B® oTHOCKUTCS K peaKuUM 3abomeBaHusIM. YacToTa 60/1€3HM B pa3/IMUHbIX CTpaHAX BapbUpyeT
B IMpoKux npenenax (ot 1 Ha 117 000 mo 1 Ha 476 000 k1BBIX HOBOPOXAEeHHBIX) [1]. YacToTa
HOBBIX CyiyyaeB b®, olleHeHHasi HA BbIOOPKAax HOBOPOKAEHHBIX Ma/IbuMKOB, COCTaBUja B
WUtanumu 1:3100 [2], a Ha TaiiBane 1:2400 [3]. BeposiTHO, 4TO 60jiee pacIpoCTpaHeHHbIM
SIBJISIETCS JIerKOe, aTUIIMYHOe TeueHre b® ¢ mpu3HakamMu MopakeHus: OJJHOTO OpraHa.

[Tpu mipoBemeHUM CKPUHMHIA TPYIN BBICOKOTO PUCKA Y MYXUYMH UM KEHIIMH C paHHUM
uHCynbTOM Aonsi b® cocraBuna 4,2% u 2,15%, COOTBETCTBEHHO, C rureptpodueit 1eBoro
SKeJTyoouKa HesiCHOro npoucxoxmenus — 0,9-3,9% u 1,1-11,8%, ¢ TepMuHaAIBLHOM TTOYEYHO
HeIoCTaToOYyHOCThI0 — 0,33% 1 0,10% [1,18,36].



1.4 OcobeHHOCTM KOAVIPOBaHMSA 3a00/IeBaHMSI
MJIN COCTOSIHMS (TPYILIIBI 3200/ IeBaHU UJIN _
COCTOSIHUI) 110 MeXXIyHapOSHOMV CTaTUYeCKOM
Kjaacu@ukanyum 0oje3Hen u npoosiem,
CBSI3aHHBIX CO 30,0POBbEM

E75.2 — [Ipyrue cuHronumnmumossl (6one3ub ®adbpu)



1.5 Knaccudukanysa 3adosieBaHUg MIN
COCTOSIHUA (TPYyIIIbI 32a00/1eBaHUI U
COCTOSTHU )

B® orHocutcs k JIBH, moarpymnme chuHronumnmmos3oB. C KIMHMUECKON TOUKM 3peHus:
BbIAENSIOT IBe (popmbl B® — Kiaccuyeckyio (me61oT B J1000M BO3pacTe, MyJIbTUCUCTEMHOE
IopakeHue) M HeKJIaCCUUYeCcKyr (Mo3[Hee Haydajlo, M30AMPOBAHHOE IOpa’keHue OXHOMI
CUCTEeMbl OPraHOB: TOJIOBHOI'O MO3ra, cepalia uin rnoyvex) [1,4].



1.6 KnuHn4yeckasi KapTuHa 3a00/1eBaHUsI WIN
COCTOSTHUSI (TPYIIIIbI 3a00/1€BaHUIT U
COCTOSIHUMN)

Knmunueckue mposiByieHns mpu b® MoryT ObITh Upe3BbIUaiiHO pa3HOOOPAa3HbIMM KaK Y JIUI]
MYJKCKOT'0, TaK ¥ KEHCKOTO I10J1a JIa’ke Y YIeHOB OOHOM ceMby. BhIpaskeHHOCTb KIMHUYECKUX
nposisiieHuit b® B pa3HoM Bo3pacTte nipuseneHa B [Ipunoxennu I'1 [1,4].

BuelHme 0cob6eHHOCTM. [eMM3UTOTHbIE MYKUMHBI YaCTO MMEIOT XapaKTepHbINi BHEIIHMIA
BIAJI, HATIOMMHAIOIIMII 6OJBHBIX C aKpOMeraineii — BhICTYIaloIye CyrpaopouTaabHble TyTu
M JIOGHBIe OYIphbl, BBICTYMHAIOLIAs HIMKHSIS UeJIOCTh, YBEJIMYEHHbIe TIyObl, 3allaBIias
IepeHoCuIia.

KoskHble TposiBiieHMsI. AHTMOKepPaTOMBbI IpeACTaB/IeHbl YeTKO OTpaHMUYEHHBIMU MaItyjaMu
KpacHOTo, TeMHO-KpPacHOTo, 60pa0BOro, JIMJI0BOTO WIN CMHe-uepHOoro 1BeTa pasmepom 0,2 -
1,0 cM. obpa3symoiyecss M3 CKOTUIEHUI OTAEeIbHBIX KPOBEHOCHBIX COCY/IOB B BEPXHUX CJIOSIX
IepMbl U YTOIIEHMe 3MNuaepMuca B BUIOE TMOBEPXHOCTHOTO rumnepkeparosa. Ouaru Ha
Havya/JIbHOM CTaauyu IJIOCKMe, Oojiee CBETIOTO I1iBeTa M Jierde IMopmamTcsi ckatuio. C
TEeUeHMeM BpEeMEeHM OHM TeMHEIOT, CTAHOBSTCS TBepXe U Cjerka MNPUIIOAHSATBI Hap,
MOBEPXHOCTbI0O KOXKM. OOBIUHO OHM PacroiokeHbl CMMMETPUUHO B MaxOBOil 06jacT, Ha
sroauiiax, 6empax M B 00yacTM ITyIKa, Ha JIAAOHSIX. EMMHUYHBIE aHTMOKEPAaTOMbI MOTYT
puoopeTaTh BUJ eIMHUYHON aHTeOKepaTOMbl, CapKOMbI Karmomm, mMoreHHoi rpaHy/IeMbl,
MMUTMEHTUPOBAHHOIO 6a3aJbHO-KJIETOYHOIO ¥ IIJIOCKOKJIETOYHOIO paka B HEKOTOPBIX
CIydyasix MelaHOMY. AHTMOKepaTOMBI IPOSBIISIIOTCS B [OETCTBE M IIOCTEIeHHO C rojgaMu
YBEJIMUMBAIOTCSI B KOJIMYECTBE U B pasmepax. MOIyT BO3HUMKHYTb TaKKe aHTMOIKTasuUy B
CIM3UCTON PTa U KOHBIOHKTYBE. VI3BecTHHI ciryday BD 6e3 aHTMOKepaToM.

[Tepudeprueckass HepBHas cucreMa. B® oTHOCUTCS K 60/Ie3HEHHBIM IOJMHEBpONaTUIM. Y
nanyeHToB ¢ B® B 60-80% ciyuaeB HabmMogaeTcss XpoHMUeCKasi BbIpaskeHHasI, MU3HYPSIIOIIast
HeBpomaTtuueckast 00/ib B KOHEUHOCTSIX. [JIJiS 9TO¥ OOMM TUNMUYHBI TaKue >Kajao0bl, KaK
onuTenbHass krydass 0omb, CTpensioliasi IIpoH3amiias 60yb, 007b, MOmOOHAS
JIEKTPUUECKOMY paspsilly, aKpollapecTe3uMyu — CIOHTAaHHbIe HEIpPUSITHbie HebOoIeBbIe
OLIYIEHUS TI0 TUITY ITOKAJIbIBAHMS UTOJIKAMM, IOJI3aHUSI MypallleK B KUCTIX U CTOMaX,
aJIOOMHMUS. — O00JIb B OTBET Ha HEOO0JIeBOJ CTUMYJ, TUIlepIIaTus — upe3MepHasi 6osieBast
peakiiusi Ha 60seBOit CTMMYyJ, OHA MOXKeT ObITh Kak MeXaHM4ecKoi, TO ecTb 00/ib Ha
IIPUKOCHOBEHME KMUCTOUYKOWM, BaTKOM, TaK M TeMIEpaTypHOM - TMpU TepMUUYECKOM
BO3/Ie€/CTBUM, TP MOBBIIIEHMM TeMIIepaTypbl OKPYKawIlei cpeabl. HekoTopble malyeHThl
TaKyKe OTMeualoT JiefleHsITyio 00/Ib B 00/1acTy JIafloHel i Ha MOpo3e.

KpoMe IOCTOSSHHOJ HeBpPOIaTUUECKOi 00aM 1 akponapecTtesuii ajas B® TunmuHel 601eBbIe
KpM3bl, KOTOpble YaCTO BO3HMKAIOT MpU IepeMeHe IIOrofbl, JUXopaake, (puU3nNuecKoii
HarpysKe, cTpecce U Iocjie mpuemMa ajkorojs. OTU 3MM300bl MOTYT BOSHUKHYTD Y JIUIL 000MX
IOJIOB M HAyaThCs YyKe ¢ OByx JeT. Ilpu kpuse Pabpu O6o0nb IpuobpetaeT Oosiee
MYUUTE/IbHBIN XapaKTep, MOXeT MPPaauMpOBaTh U3 OUCTAJbHBIX OTAEI0B KOHEUYHOCTEN B



IIPOKCUMAJIbHbIE, NJIUTCA OT HEeCKOJIbKUX CeKYHJ, 4O HEeCKOJbKMUX Helellb M He CHUMAeTCs
HapKOTMUECKMMU aHa/IbTeTUKamu [35].

TouHbII MexaHU3M HeBpoIlaTMueckoit 6oy rpu BD ocraeTcs A0 KOHIA He M3YUYEeHHbBIM.
[Ipenrionaraetcss, YTo OOMb SIBJISIETCS Pe3ylAbTaTOM CTPYKTYPHBIX MOBPEXIEHMII TOHKUX
HEepPBHBIX BOJIOKOH B pe3y/ibTaTe HaKOIUIeHUS IMTI060Tpuao3miilepamuia B akcOHax HEPBOB,
TaHIIMSIX 3aJHUX KOPEIIKOB M B vasa hervorum (J1aT. COCYAbl HEpPBOB). ITO 601€BOV BapMaHT
TOJIMHEBPOIIaTUM TOHKUX BOJIOKOH, Ilepudepuyeckasi HeBporaTtuueckas 60ib. Takke
M3BEeCTHO O KajblubuKauyuy Tagamyca mpu bBO (1ieHTpanbHasi HeBpoIaTuueckasi 60jb mpu
TIOBPEXOEHUM TaJIlaMyCa).

Hapymenne norootaenenusi. Y mauueHToB ¢ b® yacTo BcTpevyaeTcsl CHUKeHMe MU [OTHOe
OTCYTCTBUE MIOTOOT/IeIeHMSI. oTHn M3MeHeHUsI CBSI3aHBbI C HaKOIlJIEHUEM
r1o60TpMuao3uiliepaMiuia B IMOTOBBIX Kejle3ax M B CTEHKaX KPOBOCHAOXKAIOIIMX UX COCYHOB,
a TakkKe C TIOpakeHMeM BereTaTMBHBIX HEPBHBIX BOJOKOH (BereTaTMBHBI BapuUaHT
TOJIMHEBPOIIATUM TOHKMX BOJIOKOH). B penkux ciyyasix HabGmogaeTcsi TUIleprugpos.

[leHTpasibHasi HepBHAs cucTteMa. B® MOXHO OTHeCcTM K OOJIe3HM MaJIbIX COCYIOB (MasIbIX
aprepuii M aprtepmuosn). Y mnaimeHToB ¢ b® BBICOK pPUCK PpasBUTUS TPAH3UTOPHBIX
UIIeMMUYEeCKMX aTakK U MIIeMUYeCKUX/TeMOpparmyeckux MHCYJIbTOB YyXe B MOJIOLOM
Bo3pacTe. YacToTa MHCY/IbTA COCTABISIET 6,9% y My>kuMH U 4,3% y >keHIIMH. Y 60IbIIMHCTBA
O0JIbHBIX MHCYJIBT pa3BuBaeTcsl B Bo3pacTe oT 20 go 50 jeT, B TOM uuciie y Kakaoro IMsiToro
"3 9TUX OOJIbHBIX - B Bo3pacTe 10 30 jeT. [emopparnueckuii MHCYIbT Y MY>KUMH BCTpeyaeTcst
yaile, ueM y XKeHIIMH. Y 2/3 60JIbHbIX MHCY/IbT SIBJASETCS CJIeACTBMEM aTUIIMYHOTO TeUueHMUs
60J1e3HM C M30IMPOBAHHBIM OPAsKeHMEM COCYIOB rojiIoBHOro Mo3sra. B 50% B® mebiotupyet
C MO3TOBOrO MHCYy/IbTa. BeiemcrBue storo B® ciemyeT momo3peBaTh Y BCeX OOMbHBIX C
paHHMM pa3BUTHEM MHCY/IbTA Oaxke MNpU OTCYTCTBUM OYEBUIHBIX MPUUYMH U (PAKTOPOB
pucka. Kpome TOro, BCIenCcTBMEe XPOHUYECKON MIIEMMM TOJIOBHOTO MO3Tra MOXeT
pa3BUBATBCI COCYAMUCTAas OeMeHLMs, [OJi1 KOTOPOM XapaKTepHO CHWXKeHMe IaMITU U
roBefieHUecKue HapyieHus [1,4,7,35].

[Topaskenme mouek. IlepBbie CUMIITOMBI — MUKPOIBOYMUHYPUS UM IIPOTEMHYPUS Uallle
TTOSIBJISIIOTCSL B TTOAPOCTKOBOM UM B3POCJIOM BO3pacTe, HO MOTYT ITIOSBUTBHCS M HA MEPBOM
mecarunetun >kuUsHM. C BO3pPACTOM MPOTEMHYpUS IIOCTEIIEHHO HapacTaeT U MOXeT
OOCTUTaTh HEPPOTUUECKOTO YPOBHSI, XOTS pPa3BEePHYThIN HEPPOTUUECKMII CUHIPOM OOBIYHO
He pa3BuBaeTcs. Hepeako oTMeuyaroTCs KaHaliblieBble HapylieHus. IIpoTreuHypusi He
COMIPOBOXOAeTCs M3MEHEeHUSIMM MOuyeBOro ocanaka. [lo3mHee HaumMHaeTCsl MOCTEIIEHHOEe
CHIMKeHMe (QYHKIMM TI0UeK, KOTOpoe MPUBOAUT K Pa3BUTUIO TEPMUHAIbHON! XPOHMUUECKOI
rnoueuyHoyi HepocratouHocTtu (XIIH). TlocnenHsisi ocraeTcss OGHOM M3 OCHOBHbBIX MPUUYMH
CMepTU malyeHTOB ¢ b®d, XOTd 3aMeCcTuUTeIbHAs IOYeYHas Teparnus WM TPaHCIUIaHTaLUs
IIOUEK ITO3BOJISIOT IPOIJIMTD KU3Hb TaKMM OOJIbHBIM. Y MAIMEeHTOB C HeKjaccuueckoir bd
BO3MOKHO M30JMPOBAHHOE MOpakeHMe IoUeK. B Takmx «Iydasx AMarHo3 MOXKET ObITh
yCTaHOBJIEH HA OCHOBAHUM MCC/IeIOBAaHMSI ITOUeuyHoro 6uomnTata [1,4].



[Topaxkenne ceppua. IlopakeHue cephlla OTHOCIT K YUCIY PACIIPOCTPAaHEHHBIX U
MIPOTHOCTUYECKM HeOJaronpusiTHbIX IposiBieHnii b®. imenHo 3aboseBaHus cepiiia CTOST
Ha MepBOM MeCTe Cpeay MpUYMH CMepTu y MaiuueHToB ¢ B (34% cpeny my>xumH u 57%
cpeoy >KeHIIVH). XapaKTepHbIM IIPU3HAKOM TIOpakeHusl cephaua npu b  gBasercd
rurnepTpodusi J1eBOro skeaymodyka, KOTOpasi MOKeT ObITb BbisiBJieHa € Iiomolibio IKI,
sxoKapauorpadmuu 1 MarHUTHO-pe30HaHCHOJ ToMmorpadun.

VTosieHne CTeHOK cep/ilia Heib3s1 00bsICHUTD TOJIbKO OTI0XKEHUEM INIMKOCHUHTOMUIIUAOB B
MMUOIIMTAX U TPOBOJSIIEN TKAaHM, TAK KaK UX JIOJIS COCTaBjIsIeT MeHee 3% OT 00Ieir Macchl
Mmokapaa. CoOTBETCTBEHHO, Oojiee BaskHOE 3HAUeHME MMEIOT TMIIepTpodus MUOIIUTOB U
du6po3. I'mmeprpodus m GuOPO3 MMOKApAa YacTO COIMPOBOKIAIOTCS IMACTOIMUECKO
nuchyHKIIMeR JIeBOro skeaymouka. st olleHKM GYHKUMM ceplla MPUMEHSIOT TKaHEeBYIO
nonruiepaxokapauorpaduio (monruiep-OxoKI'), pe3ynbTaTbl KOTOPOJ MOTYT MMETh BakKHOe
3HaYeHuMe B [AMATHOCTMKE OeCCMMIITOMHOIO IIOpakeHMsT cepaua. HapymeHus
OMaCTOMMUEeCKOoil (QYHKIMM MOTYT IPUBECTU K Pa3BUTUIO CepAeYHOIl HeIO0CTaTOYHOCTMU.
[Tpu3Haku 3aCTOVMHOM CepHeyHOl HeIOCTAaTOUYHOCTU BBIABIAIOTCA y 119 MykumMH u 6%
>KeHIMH ¢ b®. YacTo pasBuBaIOTCS NpeacepaHbie U JKelyg0UYKOBbIe apUTMUM UM HapyLIeHUS
npoBoauMocTH. MH(apKT Muokapaa ObLI AMAarHOCTUPOBAH TOJIbKO y 2% mauyeHToB. Tem He
MeHee, CTeHOKapaus Habmioganach y 13-20% maimeHToB ¢ B® 1 yale npu HaIMuUmn
runeprpod@uu JIeBOro >Keaymouka. VM3MeHeHMs KiamaHOB cephiia mpu B® BcTpeudaroTcs
YacTo, HO OOBIYHO He MMEIT KJIMHMYECKOro 3HauyeHMs. BO3MOXKHO MOHOCHMIITOMHOE
TeueHMe 3a60ieBaHMS C TOpakeHMeM TOJIbKO cepAlia (Heknaccudeckast bO) [1,4,13].

[Topaskenne nauMdaTmueckoit cucrteMbl. Pa3BuTue numdeneMbl CBSI3aHO C HaKOIUIEHMEM
[JIMKOJIMIIMIOB B CTeHKaxX JauMMm@armueckux cocygoB. Y 06onbHBIX bB® numdbenmema
MIPOSIBJISIETCST B TOJPOCTKOBOM MJIM B3POCJIOM BO3pacTe U IIpU OTCYTCTBUM HEOOXOOMMOTO
JleueHMSI MOKET MPUBOAUTD K BbIPasKeHHBIM TPOPMUECKUM M3MEHEHUSIM C U3bSI3BIEHUIMU
KOXXHOTO TIOKPOBA HMKHMX KOHEUHOCTEN U OCJIOXKHSTBCS POXUCTBIM BOCIIAJIEHMEM U
CerncucoM.

OdranbMmosiornyeckue HapyuieHus. TUNMYHBIM cUMOTOMOM B® $BiseTcsi MOMYTHEHMe
poroBuiibl B Bumae 3aBUTKOB (70-90% O6onbHbIX) [1,14,15]. Penko BcTpeuaroTcst 3amHsIsI
cy6KarcynsipHasi KaTapakTa U opaskeHe COCyI0B CeTUaTKN.

i3MeHeHMsI CO CTOPOHBI OPraHOB CAyXa M BeCTHOY/ISIDHOTO amrapara. Y MmauueHToB ¢ bd
MOJKeT OTMeUaThCsl CHYPKeHMe CIyXa, IIIYM B YIllaX, TOJIOBOKPYKeHMe.

Ocob6eHHOCTH KAMHUYECKOI KapTuHbl B® y meteii. [TepBble KIMHMYECKMe MposiBaeHUsI BD y
oeTell 4ale BCero BO3HMKAKT B IMOAPOCTKOBOM M IOHOIIECKOM BO3pacTe, XOTS MHOTAA
npu3HaKy 3abosieBaHMsI MOTYT AebloTupoBaTh U B 2-4 roga [1,4,5]. CHauasia CMMMOTOMBbI
3a00/ieBaHMSI MMeIOT Hecreuu@uueckuii XapakTep, UYTO 3HAUUTENbHO 3aTPyOHSET WU
3aMeqJisieT IIOCTAaHOBKY MOMarHosa. JTO MOKeT ObIThb 00/b, OMCKOMGOPT B SKUBOTE,
Heo(hOpMJIEHHbIN CTYJI, CYyXOCTb KOKHBIX MOKPOBOB, IJIOXasl IEPeHOCMMOCTb >Kapbl, MHOTAA
MIPUBOSIIAS K PA3BUTUIO TUITOTUMMUUECKUX, 0OMOPOUYHBIX COCTOSTHII, STIM30AMUecKye 601



B CTomax miu KuUCTSAX. Ecium 6oam B pyKax [OeOIOTUPYIOT B BO3pacTe MeHee 3 JieT, TO
Bepud@UIIMpPOBaTh UX ObIBAET KpaiiHe CJIOKHO, T.K. BHEIIHE 3IM30J 00JM BBINISOAUT Kak
MUCTEpPUKA, IICMXOMOTOpPHOe BO30yKmeHMe. KOCBEHHBIM ITPM3HAKOM SIBJISIETCSI TO, UTO
pebeHOK YCIIOKaMBaeTCs B ITPOXJamHON Bome (OacceiiH), UCIIBIThIBAET OOjerdyeHue, KOrma
JIOXKUTCSI HA XOJIOHYI0 TOBEPXHOCTD (Harpumep, KadenabHbll o). B ganbHeltiiemM skano0bl
Ha 00711 B KOHEUHOCTSIX CTAHOBSITCSI 00jIee YaCThIMM U ITOCTEIIeHHO MPMOOpEeTaIOT TUITMUHBIE
1t bO niposiByieHMS.

lacTposHTeposornyecke MposiBJeHMs 60/Ie3HU MOTYT ObITh OMHUM M3 ITePBbIX CUMIITOMOB
3a00/ieBaHMSI B JIETCKOM JM IOHOIIECKOM BO3pacTe M BO3HMKATh Ha MEpPBOM eCSITUIETUNU
SKM3HU, OTHAKO, B CUJTY CBO€i MajIoi crielu@MUUHOCTH SIBJISIIOTCSI KOCBEeHHbIMM MapKepaM b®
B COUeTaHUM C IPYyrMMu Oojiee TUIIMIHBIMU CcUMMITOMamMu. Hambonee yacTo HabIOOa0TCS
CXBaTKOOOpasHbie 00U B XKMBOTE, B3AYTHE XXMBOTA, HEYCTOMUYMBBIN CTY/I, TOITHOTA, PBOTA
CHMKeHMe anmneTurTa u 1ed@uiuT Beca.

Crneninduyeckoe «MYyTOBYATOE» TIOMyTHEHNE POTOBUIIbI (Tak Ha3bIBaeMasi
«BOPOHKOOOpa3Hasi» KepaToIaTust uim cornea verticillata) — yacTpIii CMMIITOM B JE€TCKOM U
TIOZPOCTKOBO MOMy/SUyM IauyeHToB ¢ b®. Ero MokHO 0OHApy:KUTh B BO3pacte 4-5 jer.
Takas crieriudUUYHOCTD Jie/IaeT BO3MOXKHBIM IIPeAIIoN0OKUTh Hamnume b® Ha paHHel cTagun.
Takue wu3MeHeHMS, KaK TIOMyTHeHMe XpyCTaJuKa B BUAE paAUAIbHON 3amHen
CYOKAIICy/ISIPHOM KaTapaKThl - «<kaTapakTbl ®abpu» 1 ABYCTOPOHHE ITepeaHei KarcyasipHOoi
M TIOOKAIICY/JSIPHOM  KaTapakTbl pPeAKO BCTPevarwTcs y [OeTeil U SBJSIIOTCS
MMaTOrHOMOHWYHBIMM CMMIITOMAaMM y B3POCIbIX OOTbHBIX.

TunmuHble KOKHbIE ITPOsIBAeHUs B® - aHrMokepaTombl, TakKke MOIYT HaOMIOHATHCS Y
MMalMeHTOB YyXe B [eTCKOM Bo3pacrte. IlepBbie 3s/ieMeHTBHI YacTO TIIOSBJSIOTCH B
MOJIPOCTKOBOM BO3pacTe, KaK MpaBuIo, ObIBAIOT eIMHUYHBIMU ¥ MOTYT MMETh HETUIIMIHYIO
JoKanmm3anuui (Y, TpygHasi KiIeTKa), Ha CIU3UCTBIX TIIOJOCTU pTa, II03TOMY WUX
obHapy>keHMe 4acTo BecbMa 3aTPyIHUTEIbHO ¥ BO3MOXXHO IT0C/Ie TIIaTeTbHOTO OCMOTPA.

[TopakeHre MOYEK TaKXKe 4YacTO OeOI0THpyeT B OETCKOM Bo3pacTe (B 3-5 jeT), omHako,
KJIMHUYECKY OHO HMKAK He IPOSBJISIETCS. BIIBUTD €ro BO3MOXKHO TOJIBKO JIaOOpaTOPHBIMM
MeTomaMM (CyTOUHasi SKCKpelius Oejka/aabOymMuHa C Mouoif). IlepBbIM IIpU3HAKOM
OUCOHYHKUMM TIOYEeK, YaCcTO MMeIoIeM MeCTO y JeTell M MOAPOCTKOB, cTpajzariux b,
SIBJIIETCS  SMMU30AMYECKass MUKPOIPOTEMHYPUSI U  MUKPOATbOYMUHYPUST  (SKCKpeIust
anpbymmHa ¢ mouoii ot 30 mo 300 mr/24 u). B mambHejiliemM aqbOyMMUHYPUSI CTAHOBUTCS
TIOCTOSIHHOJ, ee ypOBeHb yBennuuBaeTcs. Kak rpaBuso, 6osee Tskenoe rmopaxkeHyue modyex
IJISL JeTel U TIOAPOCTKOB He XapaKTepHO, a KIMHUYEeCKe IPU3HAKY OSBJISIIOTCS HA TPeThbeM
OeCITUIETUN SKU3HU.

CYMIITOMBI TTOpaKeHUs CepaeyHO-COCYaUCTON cucTeMbl pu b® B MOAPOCTKOBOM BO3pacTe
BeCcbMa CJIOXKHBI IS AMArHOCTUKM. TaK y IOAPOCTKOB OBIBAIOT MEePUOAMUECKIME MOIbEMbI
WM TaJeHusT apTepuaabHOIO HABJeHMS, WIM, KaK IIpaBuIo, 0eCcCMMITOMHbIE BapUaHThI
ApUTMMUIA, 3aperucTpupoOBaHHbIE Ha 3JIeKTpoKapauorpaMme. OgHako,  4YeTKOo



nuddepeHIIMpoBaTh paHHME MPOsiBIeHNsI B OT BO3pacTHBIX BereTaTMBHBIX HAPYIIEHU B
OOMBIIMHCTBE CTyyaeB HEBO3MOKHO.

IpyrumMu KpaiiHe pegKMMM HEeBPOJOTMYECKMMM TIposiBieHusiMuU b y nmereii, SIBIASIOTCS
1lepebpoBacKy/IsipHble HapyllleHMs, COTPOBOXKAAIONIMECS TIOBBIIIEHHBIM PUCKOM MHCYJIbTA.
VMmewTcs nuTepaTypHble OaHHble O MAlMEHTaX, MMEIIIUX [pexofsliue HapylleHus
MO3TOBOTr'0 KpoBoobOpatenus ¢ 12 et [5].

HapyiieHnst ciyxa OTHOCSITCSI K TUIIMUHBIM TIposiBieHusIM B®. K 6o/iee paHHMM CMMIITOMaM,
BO3HMKAIOIMM B JETCKOM ¥ ITOAPOCTKOBOM BO3pacTe, OTHOCITCS IIYM (3BOH) B yIlIax (OLHO-
VI JBYXCTOPOHHUI) M TOJIOBOKPY>KEHME K KOTOPbIM C BO3PACTOM MPUCOEIVHSIETCS
HelpPOoCeHCOPHAas TYTOYXOCThb

K meHee crneumM@uUHbIM CUMMIITOMaM 3a00jeBaHMS, PeIKO BCTPEUAIOIIMMCSI Y [eTei U
MOAPOCTKOB, TaKXe OTHOCATCSI OCOOEHHOCTM BHENIHOCTM (M3MeHeHUS TII0 TUIY
aKpoMeraanmu), HapylleHus IbIXaHUs, aHeMus, CKeJeTHble aHoMaauu (medopmariiys
OUCTAJIbHBIX OTAEI0B MeX@aJaHrOBbIX CYCTaBOB TMa/blieB PyK C HapylleHMeM UX
TIOABIVKHOCTH, YTOJIIIEHME KOHIIEBBIX (haIaHT IaJIbIEB IO TUITY «OapabaHHBIX ITaJ0UEK»),
OCTeOIeHMsI, OCTeON0PO3, TPEUMHbI M IPUTEMATO3HbIe M3MEHEHUST IPUOOBUIHBIX COCOUKOB
Ha [Op3a/IbHOJ IMOBEPXHOCTU SI3bIKa; IJIOCCUT, I'PaHYJeMaTO3HbII XeMJIUT, TUIIOTUPEO3,
3aJiep>kKKa MOJIOBOTO Pa3BUTUSI, IIPUATIM3M, U AP.



2. [IuarHoCTHNKa 3a00/IeBaHUS VI COCTOSIHUSA
IPYIIbI 3a00/1€BaHUIA MJIM COCTOSTHII)
MeIUIIMHCKYE ITOKa3aHUS U
IIPOTUBOIIOKA3aHMUSI K IPMMEHEHMIO METOI0B
OVarHOCTUKU

HOuarno3 b® ycraHaB/JAMBaeTCs HA OCHOBAHMUM COBOKYIIHOCTM aHaMHECTUUYEeCKUX U
KIVMHUYECKUX TaHHBIX, Pe3yJbTaTOB JIAOOPaTOPHOIO MccaemoBaHus (OMOXMMUUYECKOTO U
MOJIEKYJISIPHO-TeHeTUUEeCKUX UCCIeSOBaHMN).

3anmomospuTh bBb® mpolle 0Opu  HaIMUMKM  KIACCUMYECKOTO BapuaHTa — CUCTEMHOTO
3a060/1eBaHMs C TIOpaskeHMeM TIIOYeK, Cepilia, KOXM, HEPBHOWM CUCTEMbI, >KeIyIOuHO-
KUIIIEYHOTO TpakTa, opraHa 3peHus. OmHaKko, mopaxeHue cepjia MM MoUYeK MOXeT ObITh
eIMHCTBEeHHbBIM IposiBieHMeM B®. V Takux maieHTOB OTCYTCTBYIOT KaKue-a100 CUMMIITOMBbI
3a00/ieBaHMS B JIETCKOM BoO3pacTe. [IMarHOCTMPOBATh ATUIIMUYHbIE BapMaHTbl B® MOKHO
TOJIBKO IIyTeM CKpMHMHra rpynn pucka. Ilpegmnonarate b® wienyer y Bcex MalMi€HTOB C
rutnieptTpodueii Muoxkapzaa JIeBOTO >KeayJouka HEesSICHOTO IMPOMCXOXKIEHUSI M MHCY/IbTOM,
Pa3BUBIIMMCS B MOJIOAOM Bo3pacrte (mo 40 jier).

lugppeperHyuanvHas oJuazHocmuka aHzuokepamom. BbIsIBIeHMe aHTMOKepaTOM SIBJISIETCS
BaKHBIM AMArHOCTUUYECKUM <«KIHUOM» IIpu bd. Bo Bpems Kpu30B, COIPOBOXKIAIOIIMXCS
JIMXOPAJIKO 1 O0ISIMM, aHTMOKEPATOMbI MOTYT OBbITh IIPUHSITHI 3a METEXMAIBHYIO ChIMb, UTO
MIPUBOIUT K YCTAHOBJIEHMIO OINMOOYHOIO [yMarHosa MeHMHIuTa. [IuddepeHnanbHbIi
IMArHO3 CeAyeT TakKe MPOBOAUTH C HACTeNCTBEHHOM reMOpparnuyeckoil TeJlaHTMIKTasuem
Pengio-Ocnepa-Bebepa, ¢ anrmokepatromoir doppaiica, aHrnMokepaTtomoin Mwubennu u
OorpaHMYeHHO HeBU(OPMHOI aHTMOKepaTOMOJ TyJIOBUIIIA.

AHTMOKepaTOMbI TaKKe BCTPEUAIOTCS U IPU APYTUX JM30COMHBIX OOJIE3HSIX HAKOIIEHMUS:
6onesuu llnumaiepa, Gpyko3umose, TaHIIMO3MI03€e, aCIaPTATINIIOKO3aMMUHYPUM U CUATUIO03€.

bonesoti cuHopom. BoneBoit curapom npu B® yacto compoBoxkpaeTcss cyodheopuIbHOIM
Juxopankoy ¥ mnoBbilieHHOM CO3, 4YTO 4YacTO MPUBOAUT K YCTAHOBJIEHUIO <«JIOXKHBIX»
OIVMArHo30B:  pPEeBMAaTOMAHOrO  apTpuUTa, pPeBMATUUYECKON  JMUXOpaaKu, apTPUTOB,
3pUTpPOMeJIAITUN, CUHIApPOMa PeitHo.

IToueunass namonozus. IIpy U30AMPOBAHHOM MOPa’keHMM ITOYEK MOUEBOI CMHAPOM MOXKET
OIMOOYHO MHTEPIPETUPOBATHCSI KaK XPOHUYECKUI JATEHTHBIN IoMepy/lToHeDpUT WIn
MHTEepCTULMATbHbIN HePPUT.

CepdeuHo-cocyducmas cucmema. CUMIITOMbI CXOAHbI C Kapauomerajaueil UaM apUTMUE
HEeSICHOTO reHe3a.

O¢gmanvmonozuueckue HapyuweHus. C IMOMOIIbIO IIeJeBOI JaMIIbl BbISIBSIOT ITOMYTHEHME
POTOBUIIBI B BMI€E 3aBUTKOB.



JKenydouHo-kuweuroiii mpaxm. JKeqyqouHO-KUIIeUHbIe CUMITTOMBI ITpu B® nMeT cXoacTBO
C CMHIPOMOM pa3Jpask€HHOro KullleyHnKa, 6one3Hbio KpoHa.

HOuddepenumanbHbliil fuarnos b® npencrasieH B [IpunoskeHun I'2.



2.1 J)Kay1o0b1 M aHAMHeE3

CrieKTp BO3MOKHBIX 3Kajio0 y IaiyeHToB ¢ B® MoskeT ObITh BeChbMa MMUPOKUM U 3aBUCUT OT
dbopmbl 3a6omeBaHMsT (KIacCMUeCKOM MM HEK/IacCUMYeCcKoii), moja maiyeHTa (y >XeHIUMH
3a0o/eBaHMe OOBIYHO ITpOTeKaeT B Oojee JieTKOil M cTeproii ¢dopme), Bo3pacra
MaHM@ecTauuy 60e3HU U MHAUBUAYATbHBIX 0COOEHHOCTE TeueHus 3a00/1eBaHMsI.

JKamo6b1 ¥ aHaMHeCTUUYeCKye COOBITHS :

® OTSTOIIEHHbIN ceMeliHbIl/i aHaMHe3 (00/IM B KOHEUHOCTSIX, paHHMe UHCYIbTbI, MH(PAPKTHI,
XpOHMYeCKas rmoyeuyHasi HegoCcTaTouHOCTh (XITH) B cembe);

* YTOMJISIEMOCTD;

e JNlernpeccus;

® QHIMOKepaToMa «HIKe MOosca»: Ha Aroamuiax, MOsSCHUILE, IMOJIOBBIX OpraHax, Ha HUKXHUX
KOHEUYHOCTSIX;

® CHIKeHMe C/1yXa, IYyM B yIIax;

® TOJIOBOKPY>KeHMUS;

® 0O0JIM B KUCTSIX U CTOMAaX (My4YMTeIbHOE UyBCTBO MOKAIbIBAHMS WM TTOJI3aHMS Mypalllek B
KOHEUYHOCTSIX, 60JIbIIle B KMCTSX M CTOMAax (aKpoIapacTe3nn);

* TIOBbIIlIEHVE YyBCTBUTEIbHOCTH C JIOKa/M3aliyei B 06/1aCTy CTOM U KUCTe;

e (0K B CycTaBaX KOHEUHOCTe, bepax 1 roieHsix;

e (osieBble KPU3bI (3TO XapaKTepHOEe OT/INUME OT APYruX 60JIeBbIX MOJMHEBPOIIATUI TOHKUX
BOJIOKOH B I10J1b3y b®);

e 00/ B JKUBOTE;

* JIMXOpaJKa HesiCHOrO reHesa;

* [UI0Xas IIEPeHOCUMOCTb XOI04a U JKaphbl;

® TUIIO- WU aHTULPO3;

® XpOHMYeCKas auapes;

® [lepeHeCeHHbI UHCY/IbT/UHCY/IbTHI;

* MpPU3HAKU MOpaXKeHUS TI04YeK (MPOTEeUMHYpPUSs, MOBBILIEHME ChIBOPOTOUHOTO YPOBHSA
KpeaTMHMHA);

e MpM3HAKM TIOpaskeHMe CepHeyHO-COoCyaAuCTol cuctembl (6onu B cepalle, Iiepebon,
nsMmeHeHus Ha JKI);

® KaTapakra;

® [IOMYTHEHMEe POTOBUILIbI.

JKanobo!l u anamHe3 makxiee onucaHsl 8 pasdesie «<KJAUHUUECKAst KAPMUHA».



2.2 dusmuKajabHOE 00Cc/IenoBaHue

BubipaxeHHOCMb KAUHUYECKUX nposieieHuti b® e pasnom 8o3pacme moxem eapvuposams, npu
(QUBUKAILHOM 0CMOMpe MOZYym Nposieasmucs ciedywujue npusHaku Bd:

e 2py0ble uepmol AUUA;

® (HzuOKepamoma (8HYMpeHHsss noeepxHocms 0Oedep, Kucmu, ¥ueom, CAU3UCMble POMOo8oli
nosocmu);

* NpusHaku yeeaudeHus cepoua;

* npusHaku nepugepuueckozo 601e8020 CUHOPOMA 8 pamMKax OUCMAbHOU NoauHesponamuu ¢
npeumyuiecmeeHHsIM NopaxceHuem MmoHKuUX 60J10KOH

* NpuU3HaKu nepeHeceHH020 UHCYIbMa (nape3vl, HapyuleHus peyul).

ITodpobHo damHble Pu3uKanbHO20 00C1€008aAHUSL ONUCAHYI 8 pa3deie «KAUHUUeCKas KApMUuHa».



2.3 JIabopaTOpHbIE€ AMArHOCTUUYECKHE
MCC/Ied0OBaAHUS

e PekoMeHII0BaHO orpeneneHue akTUBHOCTUM AIAJl B msATHaxX KPOBM, BBICYLIEHHBIX Ha
GuUIbTPOBANIBHOIN OyMare MM B JIEMKOLMTAX KPOBM BCEM ITaI[M€EHTAM MYKCKOTO I10j1a (B
TOM UM(JIe U Ha JOKJIMHUYECKOM CTaauu) IJis TOATBepKIeHus auarHosa [16, 26, 28, 29,
37].

YpoBeHb yOenuTeIbHOCTY peKOMeHAauu — A (YpOBEeHb IOCTOBEPHOCTM I0KA3aTeIbCTB 3).

KoMMmeHTapum: VY My#uuH CHUXeHHas akmueHocmes AIAJI sensemcs 00CcmamouHo
uHopmamusHoiM npusHakom b®. OdHako y mpemu xeHwuUuH ¢ BD akmueHocmbv 3mo20
(Qepmenma moxcem Ovimbv 6 Hopme [17], nosmomy npu nposedeHuu @QepmeHmH020 mecma
HEHWUHAM 3MO HYXHO yuumwieame. IIpasuna 3abopa Ouomamepuana 075 nposedeHus
uccnedosaHulli 8 NIMHAX 8bICYWEHHOU Kposu npusedeHst 8 ITpunoxceHuu I'6.

e PekxoMeHI0OBaHO IIpOBedeHME MOJIEKYISIPHO-TeHeTUYEeCKOr0 MCCIeoOoBaHUs IJisl BCexX
MalMeHTOB CO CHMKEHHOV aKTMBHOCThIO (hepMmeHTa ATAJI 1 Ajis IUIL, )KeHCKOTO T10j1a ITpu
KJIMHUYECKOM I10A03peHun Ha BD u 1pu Haanuum poacTBEHHUKOB ¢ B® B pOa0OCIIOBHOIA:
BbISIBJIEHMEe MyTaluii B reHe GLA, kogupytomem ATAJI oy OATBepKAEeHUS OMarHo3a Ha
MOJIEKY/ISIPHO-TeHETUUECKOM YPOBHE Y MYKUMH CO CHMKEHHOI aKTUMBHOCTbIO pepMeHTa
M IJIS SKeHIIMH C KAMHUYECKMMM Ipu3Hakamyu B® wim poacTBeHHMKOB IpoOaHaa II0
MaTepUHCKOM tuHun [1, 17, 26, 28, 29].

VpoBeHb yOenUTeIbHOCTY peKOMeH ALy — B (YpOBeHb IOCTOBEPHOCTU TIOKA3aTe/IbCTB 3).

KommenTtapum: I[Ipu noiyueHuu noJOMUMENbHO20 UAU COMHUMENbHO20 pe3yivmama
(pepmeHmHO20 mecma y MYMCUUH U Y HEHWUH Nposodumcst nodmeepicoaroujuti MoaeKyIsipHO-
eeHemuueckuti aHanu3 2eHa GLA. Illupokoe pacnpocmpaueHue asneneti ncesdodepuyuma
(Hanpumep, p.D313Y), npusodsauiux Kk CHuUxeHHol akmueHocmu AIAJI 8 cyxom nsamHe Kposu U,
UH020a NOHUMCEHHOU, — 8 Jelikoyumax u njaasme Kposu, o00yciasnusaem 0053amenbHoe
BKJIHOUEHUE MOJIEKYJIIPHO-2eHeMuU4ecK020 aHaau3da 8 1abopamopHyto ouazHocmuky 5.

Buisienerue cemetiHoti mymayuu 2eHa GLA denaem 803moxcHbIM 06cnedosamue poocmeeHHUKO8
npobarda, 8visi8EHUE 2emMepPo3U20mHbIX HocumenvHuy B, a maxxce nposedeHue NPeHAManbHoLl
U NpeumMniaHmayuoHHol duazHocmuku. bonswiuHcmeo mymayuii y nayueHmos ¢ b®@ mozym
OblMb 8bl516JIEHBL C NOMOUIBIO0 CEKBEHUPOBAHUS 8CEX IK30HO8 U NPUIKIOHHBIX YUACMKO8 UHMPOHO8
no CaHezepy, HO 8 He6ONBUIOM NpOUeHme Cyuae8 Mymauyurw ¢ npumeHeHuem CmaHoapmHoix
memodos 00HapyHcums He yoaemcs.

e PekOoMeHZOBAHO BCeM I[allMeHTaM C KIMHUYECKOM KapTuHou bd- ompeneneHue
KOHIIeHTpauuu rnoborpuaosmiachuurosutHa (Lyso-GB3) B MSTHaxX BbICYIIEHHOV KpPOBU
WY TIJIa3Me KPOBU IJ1s1 6MOXMMMUYeCKOTo MoATBepskaeHMs nuardo3sa [10, 30, 38].

YpoBeHb yOenuTeIbHOCTM PeEKOMeHAAM — B (YypOBeHb TOCTOBEPHOCTHM JOKA3aTeNbCTB 3).



e PekoMeHIOBAHO olipefneneHne KOHLeHTpauun Lyso-GB3 B msTHax BbICYIIIEHHO KPOBU
WIU TIa3Me KpOBM BCeM Ial[ieHTaM C YCTAHOBJIEHHBIM AMarHo3om b®d mepen Hauaiom
Tepanuu 1 Ha GoHe hepMeHTHOI 3amecTuTenbHOM Tepanum (O3T) mIst 6MOXMMIUECKOTO
KOHTpoJs ieuenus [10, 30, 31, 38].

VYpoBeHb yOenUTeIbHOCTY peKOMeH ALy — B (YpOBeHb IOCTOBEPHOCTU TIOKA3aTe/IbCTB 3).

KoMmmenTapum: KonnuecTBeHHOe onpedesieHue 3mozo buomapkepa no3eoJisiem 6uisie1sims He
MOJIbKO MYMCUUH, HO U XeHWUH ¢ B®, umo nonesHo 0ns ymouHeHUs KAUHUYECKO20 cmamyca
MEHWUH - 2emepo3u2om, a makxxe O paspeuwleHuss MpyoHslXx OUAZHOCMUYECKUX CIyuaes.
Bmopoe saxcHoe npumeHerue Lyso-GB3 — amo mouumopuHe cocmosiHusi u a¢gekmusHocmu
mepanuu nayueHmos ¢ b®. IlokasaHo, umo npu adekgsamuoti ®3T Konuuecmso cyocmpama 8
naasme Kposu ymeHsuiaemcs. [loamomy yenecoobpasHo coenamos KonuuecmseeHHoe onpedeieHue
Lyso-GB3 uacmvio MoHUmMOpUHza COCMOSIHUSL nayueHmos ¢ Bb®, kak Haxodsawjuxcs Ha
namozeHemuueckoti mepanuu, mak u xusyujux 6e3 ®@3T. OdHako, cnedyem yuumsl8amo, 4mo
Jaxce y nauueHmos, noayuarwwux @3T yposeHv, 3mozo0 memaboauma npakmuuecku HUKoz20a He
docmuzaem HOpManvHuIX 3HaveHuli. Ilpasuna 3abopa Ouomamepuana 0751 NpPoeedeHUst
uccnedosaHuli 8 NIMHAX 8bICYWEHHOL Kposu npusedeHst 8 ITpunoxceHuu I6.

e He pekoMeHAyeTcs ITPOBeeHMEe OMOIICUM M TaTOJIOr0-aHATOMMUECKOTO MCCAeOBaHMUS
TKaHell MOYKM U cepala s NalMeHTOB C KIMHUYEeCKUM Iomo3peHueM Ha BD mis
TOATBepPXKAeHus auarnosa [13, 26, 29].

YpoBeHb yoenuTeabHOCTU pekomeHAanu — C (YpoBeHb IOCTOBEPHOCTU IOKA3aTeNIbCTB 5).

KommeHnTapum: Hecmvompss Ha mo, umo OaHHble Memoosl UCCIed08aHus Mozym 0bimb
ucnonv3o08arul o1 duggeperyuansHoli duazHocmuxu b®D, npednoumenue 00JxHO 0mMoasamscs
MeHee UHMepPBeHUUOHHbIM Memoodam ucciedosaHus, maxkumM Kak (epMeHmHas OudzHOCMuKd
UJIU MONIEKYJIAPHO-2eHemuueckoe 00¢ne008aHue

¢ PeKOMEHZOBAaHO IIPOBeJeHMe J1abOpPaTOPHBIX MCCAENOBAHMII COINIACHO KIMHUYECKUM
pekoMeHJaluusIM I10 BemeHMI0 ImanueHToB ¢ XIIH npu Hamuumm y maimmeHta ¢ bd
IIPM3HAKOB IMOpa’keHMsI TOYeK C 1IeJIbI0 OLIeHKM COCTOSIHMSI IoYeK He pexe 1 pasa B 6
MecsLes [26, 28, 29].

YpoBeHb yoenuTeabHOCTH pekomMmeHAanuu — C (YpoBeHb JOCTOBEPHOCTM TIO0KA3aTeNIbCTB 5).

e PekoMeHZOBaHO IIpOBeJeHNe JIabOPATOPHBIX MCCIENOBAHMI COIIACHO KIMHUYECKUM
peKOMeHalMsIM II0 BeAeHMIO IIallMeHTOB TIumnepTpoduueckoii KapamomuoIriaTme
(KP283) pu Hanmunu y nanueHTa ¢ b® npru3HakoB MOpa>keHUs CepaeyHOo MbILILLI [13,
26,28,29].

YpoBeHb yoenuTeabHOCTH pekomMmeHAanun — C (YpoBeHb JOCTOBEPHOCTU IO0KA3aTeNIbCTB 4).

e PekOoMeHZOBAaHO BHe 3aBUCMMOCTM OT KIMHUUECKUX TIPOSIBJIEHUI peryaspHoe
orpeeseHe KoauuecTBa 6eyka 1 aJibOyMMyHa B CYTOYHOM Mouye (MUKPOJIbOyMUHYpUM/



TIPOTEMHYPUM), a TAaKKe IMPOBeleHMe OLIeHKM YPOBHS pacueTHOM CKOPOCTU KIyOOUKOBOI
dunprpanum (CK®) mcxomgHo u gajiee He pexke 1 pasa B 6 MecsilieB BCeM MalieHTaM C
YCTAHOBJIEHHBIM [MarHo3oM B® u 6eccMMNOTOMHBIM MaIMEHTaM, BbISIBJIEHHBIM IIPU
CeMelfHOM CKPMHMHTE [JIS BbISBJI€HMS IaTOIOrUM ovek [26,28,29, 39].

VpoBeHb yOenUTeIbHOCTY peKOMeH ALy — B (YpoBeHb JOCTOBEPHOCTH I0KA3aTEIbCTB 2)



2.4 UHCTpyMeHTa/IbHbIE OVarHOCTUYECKue
UCcCIeJOBaHUS

e PeKOMEHIOBAHO [, BBISIBJIEHMSI IOpaKeHMsI OeJoro BeIecTBa TOJOBHOTO MO3ra,
UIIeMUYEeCKUX OvyaroB y mnauueHToB ¢ b® npoBoguts MPT romoBHoro mosra Ipu
YCTAHOBJIEHUM AMarHo3a u He pexke 1 pasza B rom B ciaydae, eI M3MeHeHUS ObLIN
BbIsIBJIeHbI 10 Havana ®3T mim 1 pa3 B 36 mecsiieB, ecyii M3MEHEHMS ObLJIM BBISBJIEHbI
rocsie Havana @3T [26-29, 40].

YpoBeHb yOenuTeIbHOCTM PEKOMeHAN — B (YpOBeHb IOCTOBEPHOCTHM JOKA3aTeNbCTB 3).

KommenTapwuii: [Ipu MPT 207108H020 M032a Y NayueHmos8 Mozym O00HApy#usamaocs
uwemMuueckuli UHCy/1bm, MUKPOKPOBOU3NUSIHUS U BHYMPUMO3208ble 2eMAmMOMbl, U3MEHEHUs
0es020 geulecmea (7etikoapeo3) u cepozo eeujecmea (Kanvuyugukayus 3adHezo manamyca), a
makxe cocyoucmsle manvpopmayuu, npeumywecmeeHHo npedcmasyeHtsle 00JUX0IKMA3UIMU
8epmebpo0a3UNAPHOLL apmepuu. Imu usmeHeHuUsl He A8JIS1IMCcs 8blcoKocyeyupuutsimu 051 b,
Mo2ym ecmpeuamascsl y nayueHmos ¢ 0py2oii namosnozueti.

e PeromMmeHao0OBaHO raiyeHTaM ¢ b® KOHCy/IbTalMs Bpadya-Kapamosiora He pexxe 1 pasza B 6
MecslleB M KapAuoJjorMueckoe o0OciemoBaHMe, BKIHOUalollee 3xokapauorpaduo (rpu
IepBUYHOM 0OCenoBaHMM U najnee He pexke 1 pasa B 12 MecsiieB), 12-KaHanbHyl0 DKI
(IpM TIepBUYHOM 00C/IemOBaHUM U majiee He pexke 1 pasa B 12 MecsiieB), XOITEPOBCKOe
MOHUTOpPUPOBaHMEe (IIpM TEPBUYHOM O0OCIemoBaHUM U [anee He pexe 1 pasza B 12
MeCsIeB) [JiSi CBOEBPEMEHHOIO BBISIBJIEHUS W/WUJIM MOHUTOPUHIA KapAMOJOTUYECKUX
usmeHenun [9, 11, 26 -29].

YpoBeHb yoenuTeabHOCTM pekomMmeHAanuu — C (YpoBeHb JOCTOBEPHOCTH TI0KA3aTeNIbCTB 5).

KommeHTapumu: XapakmepHviM NpPu3Hakom nopaxceHusi cepoua npu bB®D sensemcs
2unepmpocus 18020 xcenyoouka, Komopdasi Mmoxem Oblmb 6visieneHa ¢ nomouipto IKI,
axokapouozpaguu u MAzHUMHO-PE30HAHCHOU momozpaguu. [Ina oueHku QyHKyuu cepoua
npumeHsilom mkaxesyw donnnepaxokapouozpaguio (donnnep-3xoKI), pe3yaismamsl KOmopoti
MO02ym umemao 8axcHoe 3HaueHue 8 duazHocmuke 6eCCUMNMOMHO20 NopaxceHus cepoyda.

e PekomeHmoOBaHO naimyeHTaM ¢ b® B kapamonornueckoe odcaemoBaHMe TakKKe BKIIOUATh
MPT ceppaiia (ripu IepBMUYHOM 00CIeIOBaHMUM U Jajiee He pexke 1 pasa B 12 MecsiieB) s
CBOEBPEMEHHOTO BbISIBJIEHUS U/UIU MOHUTOPUHTA KapAMOIOTUYeCKUX nu3menenuin [9, 11,
26 -29, 41].

YpoBeHb yOeIUTEeNIbHOCTY PEKOMEHIALIMN — A (YPOBEHb JOCTOBEPHOCTH TOKA3aTeIbCTB 1).

e PekoMeHAOBAaHO BceM IalyeHTaM ¢ B® ocmoTp Bpauom-odTaabmMosaorom (Ipu
MepBMUYHOM O0OCIeoBaHUM U Jajee He pexe 1 pasza B 3 roma), BKIOYAKOIINIA
Mcc/ieloBaHMe TepegHero cerMeHTa Ia3a MeToAoM O0KOBOTO OCBeIleHMs, olipeeeHne
IedheKTOB MTOBEPXHOCTU POTOBUIIbI M 0OCIeqoBaHMe IJa3sHoro aHa (0GTalbMOCKOINUM) C



1[eJIbI0 BBISIBJIEHMSI TIOMYTHEHMSI POTOBMIIBI M APYTOil I7a3Hoit matonorum [1, 15, 26-29,
42].

YpoBeHb yOeIUTeIbHOCTY PeKOMeHAALM — B (YpOBEHb JOCTOBEPHOCTH IOKA3aTe/IbCTB 3).

KommenTapum: C nomowplo uwienesoli Jamnsl 8bls16/10Mm NOMYMHEHUE po208uusl 8 eude
3a8umkos. CX00Hble U3MEHEHUSl p0o208UUbl HAOM0OArmcs npu ynompebjaeHuu Jekapcme us3
2pynnsl  XJ0pOXUHo8 uau amuodapoHa. Ilpu ob6credosanuu 21a3H020 OHA 3audacmyr
Haobndaemcs 3a0HAs CyOKANCysipHAas Kamapakma u nopajceHue cocyoos cemuamku, 4mo
MOMCem npusecmu K msxcesoti nomepe 3peHusl.

e PekomeHZoOBaHO MaiyeHTam ¢ B® B Bo3pacTe crapiie 5 jieT TOHaJbHAs ayAuMOMeTpusi
obcleoBaHKe TIpU MEPBMYHOM OCMOTpe U Jajiee He pexxe 1 pasa B 3 roja C Iebi0
pPaHHEerOo BbISIBJIEHUS HapylLIeHui1 ciyxa [26-29].

VYpoBeHb yoenuTenbHOCTY pekoMeHaanuy — C (ypoBeHb JOCTOBEPHOCTH 10KA3aTeNIbCTB 5).



2.5 IHbIe nuarHocTuvYecKkyue uccjiaesoBaHus

e PekoMeHJOBaHa KOHCY/IbTallMs Bpaya-mnenyarpa OeTsIM C YCTAHOBJIEHHBIM AMAarHO30M
B® ewin oHM He MPOBOAWIOCH B MpeJLIeCTBYIOIIME 6 MecsileB [Jisl OLleHKU OOIiero
COCTOSTHUS 30,0POBbS U OIpeLie/leHUs TaKTUKU Ja/ibHelllen Tepanuu [26-29].

VYpoBeHb yoenuTenbHOCTY pekoMeHaauuy — C (ypoBeHb JOCTOBEPHOCTH 10KA3aTeIbCTB 5).

* PekomeHZOBaHa KOHCYJbTallMsl Bpauda-TepaleBTa s IalyeHTa crapue 18 ner ¢
YCTAQHOBJIEHHBIM AuarHo3oM b® ewin OoHM He NPOBOAMIOCH B IIpeAIIecTByHOLIME 6
MecsILeB [1Jisl OLIeHKM 00I1ero COCTOSIHUS 30 0POBBS U OTpee/ieHNsl TAKTUKM JaibHeliieii
Tepanumn[26-29].

VYpoBeHb yoenuTelbHOCTY pekoMeHaanuy — C (ypoBeHb JOCTOBEPHOCTH 10KA3aTelIbCTB 5).



3. JleueHHue, BK/II0Uasi MeAVKaAMEHTO3HYIO U
HeMeaUKAaMEeHTO3HYIO Tepanmnu,
oyieToTepanmnio, 00e300/1MBaHue, MeIUIIMHCKIE
IIOKa3aHMA U IIPOTUBOIIOKa3aHMA K
IIPUMMEHEeHNIO MEeTOAOB JIeUeH S

Jlyist maToreHeTU4ueckoro jeueHnust b® paspaboraHa pepmeHTHas] 3aMeCTUTe/IbHAsT Teparnusl,
HO BCEM MAaIlM€HTaM OJHOBPEMEHHO ITPOBOIAUTCS CUMIITOMATUYECKOE JieueHMe OCHOBHBIX
OCJIOKHEHMIi 3a60/IeBaHMSI.

3.1 IlIaToreHeruuyeckoe JJeueHue

e PexomengoBaHo 1poBeneHne @O3T BceM TManMeHTaM MYKCKOTO IIoja IIoCie
BepubuKauMy auardosa JjabopatopHsiMu metomamyu. ®3T crocoOCTBYET CHMKEHMIO
Macchl cepilla M yMeHbllleHUI0 HakoruieHuss Gb3 B moukax, Torma Kak BjMsIHME Ha
IOpa’keHe HEPBHOI CUCTEeMbI YCTAHOBJIEHO B MeHblIIei cTerieHu [44, 46, 48].

YpoBeHb yOenuTeIbHOCTY PeKOMeHAanuu — A (YpOBEeHb JOCTOBEPHOCTM TI0KA3aTeIbCTB 1).

KommeHTapuu. Kpumepuu Ha3HaueHusi @3T npueedeHst 8 npunoxceHuu I'3. B Poccutickoii
@edepayuu 3apezucmpuposaro 2 npenapama ona 3T BD — azancudasa anvpa™™* u azancudasa
bema™* Aezancudaza anvpa** u azancudasza bema™™ Oviiu 3ape2ucmpupos8aHsl 8 Mupe Hda
OCHOBAHUU Pe3y/bamos paHOOMU3UPOBAHHBIX, NAAYEO0-KOHMPOJUPYEMbIX UCCNe008aHUlI, 8
KOMOpbIX 3aMecmumesibHas mepanusi YMEHbUAd 8blpaXeHHOCMb Hesponamuueckoli 00U,
8bI3b18A/1A pezpecc 2unepmpouu 1e8020 xenayoouka u Ccmabuauzayuilo (GyHKYuu nouex,
3adepixcusana passumue noYeuHoli u cepdeuHo-cocyoucmoti HedocmamouHoCmu No CPABHEHUIO C
nnaue6o. Ilo OauHbIM CcUCMEMAMU3UpPOBAHHO20 0030pa Jaumepamypol, 3ppekmusHocmo
3amecmumesnibHOL mepanuu u3y4anace no kpatiHeti mepe 8 48 npocnekmMueHslx UCCIe008AHUSIX
(KOHMpOAUpyembix uau HabawoamenwvHslx). B 22 u3 Hux npumeHsau azaacuoasy anvpa™™, 6 22 —
azaacudasy 6ema™, a 6 4 uccnedosaHusix OvLiu 0000UleHbl Pe3YIbMamsl NPUMEHEHUS. 000uUX
npenapamos [19-22]. B uenom pe3ynvmamot 2mux ucciedosanuti noomeepounu 61azonpusimHsiii
a¢ppexm D3T Ha pyukuyuwo cepoya u nouex, Hesponamuueckyro 0016 U Kauecmeo HU3HU
nayuenmos, yJayuuieHue ciyxa u 8ecrubyisipHoti pyHKUuuULL.

B Hacmosiujee 8pems uccnedo8aHuli, 8 KOmopuix 8 Xo0e NPIMblx CpasHeHuli Ovlau 6bl NOJTYUEHb
ybedumenvHvle JoKazamenbcmea npeumyuiecmea (Uiu omcymcmeus makosvlx) NpumeHeHusl
00H020 u3 pepmenmos, Hem [50]. Azancuda3y anvpa™* 6godsim eHympueeHHo 8 do3e 0,2 m2/k2
oduH pa3 e dee Hedenu, azancudazy 6ema** — enympueenHo 8 doze 1,0 mz/ke oduH pa3 e dse
Hedenu. ITodpobHO npuzomosjeHue pacmeopos 0751 868e0eHUs] ONUCAHO 8 UHCMPYKyuu K
npenapamam. Ilepevie 88edetust npenapamos 00JixHbl Obimb COeNaHbl 8 YCI08USX CMAUUOHAPA.
Oba npenapama He codepiam KOHCEPBAHMO8 U NOOexam HemeodleHHOMY B88e0eHU0 NOCe
npu20mosieHus pacmeopa ons UH@y3uu.



B cnyuae HenepeHocumocmu (pa3sumuu Cepbe3HblX HeMcelamesbHblX noOOUHbIX peakuuli),
803MoxceH nepexod ¢ 00HO20 npenapama Ha Opyeoli. PeuieHue o0 3ameHe JieKApCMeEeEHHO20
cpedcmeéa NpuHuUMaemcs KOHCUAUYMOM CNeyuaiucmos, a NAauueHm uau e20 3aKoHHble
npedcmasumenu 00nX#CHbl 0blMb NPOUHGPOPMUPOBAHBI O NPUUUHE 3AMeHbl npenapama u
danbHetiuleli maxkmuke eedeHusl.

Bsedenue ®3T nposodumcst pezyisipHO NpuU HAJAUYUU NOKA3AHUL; 8 Cyuade OC/I0HHEHHO20
meueHus: 60JIe3HU - 8 YCJI08USIX KPY2JI0CYMOUH020 CIAyuoHapad, 8 cmaduibHOM COCMOSIHUU — 8
cmauuoHape 0He8H020 npebdvlaHus uau amoyramopHo 1 pas e 2 Hedenu. Credyem obpawamo
BHUMAHUE HA COON00eHUe UHMEPBAio8 Mexdy UHGY3usImMu u HedonycmumMoCcmos nepepuliéos 8
mepanuu, MmM.K. HAPYWeEHUEe pPeXUMa JiedeHuss COnposoxcdaemcs NOMEHUUAIbHbIM PUCKOM
yXYOuweHUs: COCMOsIHUSL nayueHma u npozpeccuposanusi cumnmomos b®. Bce nayueumot ¢ b®
00JHCHBL  NpoxodUMb  KOHMPOJbHble  00C1€008AHUSL  (MOHUMOPUHZ) C  Uebl0  OUEHKU
a¢ppexmusHocmu neueHusl.

ITo6ouHbie appekmol. TlepeHocumocmes P33T 00b1uHO x0poulas. OCHOBHBIMU HeXceamelbHbIMU
appekxmamu mozym O6vime peakyuu Ha eéeedeHue npenapama (03H00, Juxopadka, mowiHoma,
maxukapous, 3y0, muanzusi, 601U 8 KOHEUHOCMSX, 207108HAsL 00Jb, 001 8 2pyou), 8 OCHOBHOM
JlezKue Uil yMepeHHO 8blpaMHceHHbLe.

B cnyuae  paseumus  msxenslx  peakyutll  NOBbIUWEHHOU  uy8cmeumenbHocmu  uiu
aHagunakmuueckux peaxkyuii HeoOX00UMO HeMeOoNeHHO npekpamume UHM@y3uw u Hauamo
mepanur ¢ coON00eHUEM COBPEMEHHBIX CMAHOAPMO8 OKA3AHUSL HEOMJIONHOU MeOUuyUuHCcKou
nomouwju.

e PekKOMEHAOBAHO Y JIMI[ MYKCKOTO MoJia ¢ Kiaaccudyeckoit dopmoit B® ®3T HaumMHaATh C
MOMEHTa YCTaHOBJeHMS AuarHosa [26,45, 46, 48].

YpoBeHb yOenuTeIbHOCTM peKoMeHIauu — A (YpOBeHb JOCTOBEPHOCTH T0KA3aTeIbCTB 3).

e PexomeHaoBaHO XeHmHaM ¢ b® HaumHate @3T npu HaAAMUUM CIeOYIOLIIMX
KJIIMHUYECKMX ITPOSIBJIEHMII 3a00/IeBaHMsI, CHVKAIOIIMX KaueCTBO KU3HM U/WIN, TPU3HAKNI
TIpOrpecCcUpyIolero nmopaxeHus OpraHOB-MullleHel: Kpu3bl @adpu 1/mUanu pe3nucTeHTHas
K CTaHJAPTHON Tepanuy peluIuBUPYIOIas MM XpOHMUecKass HeBpoIaTuyeckasi 60b B
KUCTSIX M CTOIAX M\MIU TEePCUCTUPYIOIIAs IIPOTEUMHYPUS UM\WIM CHUKEHME CKOPOCTU
KIIyooukoBoit duabrpauyuu <80 my/mmH/1,73 M2 u\WIM IIOpaskeHMe cepala M\WIn
HapylieHMs] MO3rOBOTO KpOBOooOpalleHus M\UIM MileMudeckue M3MeHEeHUs T'OJIOBHOTO
MO3ra, BblsiBlIeHHbIe 11py MPT [47,48].

YpoBeHb yOenuTeIbHOCTM PeKOMeHAanuu — A (YpOBEeHb IOCTOBEPHOCTM I0KA3aTeIbCTB 3).

e He pexomeHpoBaHO mnaiyeHtam ¢ b® mnpoemeHue @®3T B cienyrommx CIydyasx:
6epeMeHHOCTb U MePUOJ, KOPMJIEHMS TPYIbIO; IIPUCYTCTBYE APYTOro OIMACHOTO ISl JKU3HU
3abosieBaHMs, TIPY KOTOPOM TMPOTHO3 BpsiA Ju OymeT yayuileH ¢ nomoinbio @®3T; vy



KOTOPBIX MMEIOTCS OYeHb Cepbe3Hble OCIOXKHEeHUS (Halpumep, TSDKeNIblii WMHCYIIbT,
peaHMMalMOHHbIe aleHThI)[48].

YpoBeHb yoenuTeabHOCTH pekoMmeHAanuu — C (YpoBeHb IOCTOBEPHOCTU TIOKA3aTeIbCTB 5).

KommenTapun. Kpumepuu ommeHnst 3T npusedeHst 8 npunoxceHue I'4. Ixcnepmol cuumarom,
Uumo OMMEHSIMb JieueHue y NauueHmos ¢ msxcesnoli noueuHoli HedocmamouHocmoio (CK® <45
mn/mun/1,73 m2 ¢ koppekyueti no go3pacmy (> 40 nem: —1 ma/mum/1,73 m2/200)) He cnedyem.
AHanozuuHo, He ciedyem OMMEHSMb JieueHue y nauueHmos Ha duanuse, oaxe eciu OHU He
nooxo0sm 0711 MPAHCNAAHMAayuu NOUKU, U y NAYUEHIMO08 CO CHUMEHUEM KOZHUMUBHbIX (DYHKYULL
aboti  amuonozuu. Hauano u npodomwcenue @3T 'y makux nayueHmos O00JHHO
paccmampusamuscs 8 UHOUBUJYAIbHOM NOpsioKe.

3.2 CumMnromaTruyeckasl Tepanus

[To cumnromatuyecko Tepanunm bD HeT paHAOMU3IUPOBAHHBIX KOHTPOJIMUPYEMBIX
uccaenoBaHuii. B myb6nukamusix IMpuBedeHbl peKOMeHIallui, KOTOpble OTpaskaroT
IKCIIepTHOe MHEHMe CIIelMaaMCTOB M3 Pa3HbIX CTPaH M OIIBIT JIeUeHUS Pa3HbIX KOropT
MalMeHTOB B pasHbIX KIMHMKaX. [IpuMeHeHMe OOBIIMHCTBA IIpernapaToB JisI Tepamnuu
HEeBPOITATUUECKOI 60V OJIs1 JeTei ¥ B3POC/bIX, IIPOBOAUTCSI «BHE MHCTPYKIIUM», TIO3TOMY
He TMpeacTaB/ieHbl B BUIe Te3uca-peKoMeHpanuyu. OpHaKo, IperapaTbhl MOTYT OBbITh
Ha3HaueHbl Tal[MeHTaM [0 pelleHNuI0 BpauebHOoi komuccuu [35, 51]. ¥V maumeHTOB C
XPOHMYECKOJ HeBpOIlaTMUeCcKOi OO0JIbI0 M aKporapecTe3usiMyu CeyeT MO0 BO3MOKHOCTU
YCTPaHUTb (PaKTOPbI, TPOBOIMPYIOIIMeE MTOSIBIeHre 60/, HaTlpuMep, 6obline Ghusndeckme
Harpy3Ku, SMOLMOHAIbHBIN CTPECC, U3MEeHeHMe TeMIlepaTyphl.

e PexomeHnpayeTcsi naiyeHtam ¢ b® u ¢ gucriericueldi Ha3HadyeHMe IIperapaToB TPYIIIIbI
6710KaTOPOB H)-TMCTaMMHOBBIX PelieNTOPOB MM MHTMOUTOPOB IMIPOTOHOBOTO Hacoca [26-
29].

YpoBeHb yoenuTeabHOCTH pekoMmeHAanuu — C (YpoBeHb JOCTOBEPHOCTM T0KA3aTeIbCTB 5).

e PexomeHayeTcsi y MmauyeHTOB ¢ B® [y ymMeHbIIeHUSI MPOTEMHYPUM U JIedeHUS
apTepUaIbHOM TUIIEPTOHUM NPUMEHSITh MHTrMOuTOpbl AIID 1 6GJIOKATOPHI PELIeNTOPOB
aHruoreHsuHa I, obnagawimymMyu HepoONpOTEKTUBHBIMU CBOJicTBaMu [26-29].

VYpoBeHb yoenuTenbHOCTY pekoMeHauyy — C (ypoBeHb JOCTOBEPHOCTH TOKA3aTeIbCTB 5).

e PekoMeHAyeTcsA y MalyeHTOB ¢ B® mnpu ubpwmisiuumu mpeacepaunii MPOBOIUTD
aHTUKOATyJISHTHYIO0 Tepannio BO1IAAO3 Bapdbapuaom™* [26-29].

YpoBeHb yoenuTeabHOCTM peKoMmeHAanuu — C (YpoBeHb TJOCTOBEPHOCTM I0KA3aTeNIbCTB 5).



3.3 Xupypruueckoe j1e4yeHue

e PekoMeHayeTCsA B CjIydyae pa3BUTUSI TEePMMUHAJIbHOI IIOYE€YHONM HEOOCTATOUHOCTU Y
naiueHToB ¢ b® eyeHne reMoAMaIM30M U/MJIM TPAHCIIAHTAIMIO TOUKM [26-29, 52].

VpoBeHb yOegUTENbHOCTM peKkomeHmamum - C  (YpoBeHb [AOCTOBEPHOCTU
JOKa3aTe/lbCTB 4).

KoMMeHTapum: TpaHCIUIAHTALMS TMOYeK ranyeHTaM ¢ b® 1ipu pasBUTUM TePMUHAIbHONM
[IOYEeYHO!  HeJOCTaTOYHOCTU  IIPOBOOUTCSI B COOTBETCTBUM C  METOOUYECKUMU
pexkomeHmanusaImu «TpaHcranTanus mouku» ID: MP34 (http://cr.rosminzdrav.ru/).

e PeromeHpayeTcsi nanyeHTam ¢ b® ¢ aTpmo-BeHTPUKYISIPHON OI0Kam0M MMIUIAHTAINS
BOAUTENS pUTMA, a TIpU HaAJIUUUM YIPOXKAIOUMX XKM3HU apUTMUII — KapauoBepTepa-
nebubpwISTOpa B COOTBETCTBUM C pa3pabOTaHHBIMM KIMHNYECKMMM peKOMeHIalsIMu
IJIsI TedueHMs1 JaHHOM maTosoruu [53].

VpoBeHb yOeauUTEIbHOCTM perkomeHgauuu - C (YpoBeHb [IOCTOBEPHOCTU
J0Ka3aTelbCTB 4).

e PekomeHayeTcsl 10 skeJlaHUIO maiueHTa ¢ BD ymaneHue aHTMOKepaTOM C TOMOIIbIO
aproHoBoro jasepa [54].

VYpoBeHb yOeauUTEIbHOCTM perkomeHgauuu - C (YpoBeHb [IOCTOBEPHOCTH
JOKa3aTeabCTB 4).



4. MegunMHCKasi peadowanTanys, MeUIIMMHCKHUE
IIOKa3aHMs U IPOTUBOIOKA3aHMA K
IIPMMEHEeHUI0O MEeTOL0B peaouInuTauumn

hd PeKOMeH,Z[yeTCH IJisT TIalMeHTOB ¢ bd ¢ BbIpa’>kK€HHbIM 60JIeBBIM CMHOPOMOM M
CKJIOHHOCTU K IICUXOSMOLIMOHA/IbHBIM paCCTpOﬁCTBa OKad3aHNe peI'YHFIpHOIz

TICUXOJI0TMYeCcKoi momoiu [1,27, 55].

VpOBEHb YGe)II/ITeJIbHOCTI/I PEKOMEHIAIINUNU - B (YpOBeHb AJOCTOBEPHOCTU

JOKa3aTejlbCTB 3).



5. IIpodminakTka M gUcCIIaHCepHoOe
HaO/oZieHe, MeIUIIMHCKME IIOKA3aHua U
IIPOTUBOIIOKAa3aHMS K IPMMEHEeHUIO MEeTO0B
NMpPOoPMIAKTUKU

Iayuernmuot ¢ B® Hy#0aromcs 8 NOCMOSIHHOM KOHMPOJIe COCMOSIHUSL PA3JIUUHbIX CUCMEM 0P2AHO8
u HabnodeHuu epaueti pa3Hvol cneyuanvHocmeti. IIpumepHulii niaH o6cniedos8anus NAyUeHmMos ¢
bB® npuseden 8 Ilpunoxceruu I'5, HO 8 CPoKU U 005EM UCCNE008AHULI IEUAUIUM 8PAUOM MO2YM
OblMb B8HECEHbl KOPPEKMUBbI C yUemom 0coOeHHocmell meueHus: 3a00/1e8aHUsl Y KOHKPEMHO20
nayuevma.

e PekoMeHAyeTCcsI TT0C/Ie YCTAaHOBJIEHMS AyarHosa naiueHTty ¢ b® uam ero opuimaabHbIM
TpeCTaBUTENISIM, KOHCYJIbTAllMS Bpaua-TeHeTuKa C 11e1bl0 pacyeTa reHeTUM4eCKOro pucKa
B CeMbe, aHajaM3a POHOCJIOBHON M OOCYXKIeHMSI BO3MOKHOCTEN IIpeHaTaJbHOI
OMarHocTuku [28, 56].

YpoBeHb yoenuTeabHOCTM pekoMmeHAanuu — C (YpoBeHb JOCTOBEPHOCTH T0KA3aTENIbCTB 4).

KoMmMmeHnTapumu: I[eMu3sUrorHole MYXKUMHBI MMEIOT €OMHCTBEHHYID MYTAHTHYIO X-
XpPOMOCOMY, UTO ompeessieT Kaaccuueckuii heHorun 6ose3uy. OHM IepenaT MyTaHTHYIO
XPOMOCOMY TOJIbKO CBOMM J0UepsIM, HO He ChIHOBBSIM. Takum ob6pasom gouepu 60abHbIX B
OTLOB MMEKT OOHY HOPMaJIbHYID ¥ OOHY MYTAaHTHYKD XPOMOCOMY, T.€e. SIBJISIIOTCS
reTepo3suroTamiu. B ommmunmu ot apyrux X-clelVIeHHbIX 3a00/IeBaHMii ObIIO ITOKA3aHO, UTO Y
YaCcTU TeTepO3UTOTHBIX >KEHIIMHBbI C myTauuein reHa GLA pa3BMBAKOTCI TsDKeIble
nposiBiienuss b®d, TpebOylomye MegUIIMHCKOM IIOMOIIM M BMeIIaTe/lbCTBA. MexXaHM3M,
IOCPEINCTBOM KOTOPOIO Yy TEeTEePO3UTOTHBIX >KEHIIMH pPasBUBAKOTCS >KM3HEYIPOKaIolIyMe
CUMIITOMbI, HE O KOHIIA M3BeCTeH. Y OOJIbIIMHCTBA U3 HUX MMEETCSI MOUTH HOPMAaIbHBbIN
ypOBeHb LIMPKYIMpPYIOlIero ¢epMeHTa 3a CUeT TOTO, UTO CAyUaiHbIii IPoIecC MHAKTUBAIIUMA
X-XpOMOCOMBI (JIalioOHM3aLMsI) NOPUBOOUT K 00pa30BaHMI0O KaK JOedULUMUTHBIX, TaK U
HOPMaJIbHBIX KJI€TOK.

YuuThiBasi TUN HawledoBaHMs HaHHOTO 3abonmeBaHusl (X-CIeIJIEHHBIN) O Kaxkaoi
rocjaeayioniei 6epeMeHHOCTH

® y SKeHIIMHbI-HOCUTEIbHUIIBI MYTallUM PUCK POXKIEHMS O0JbHOTO MaylbuMKa COCTaBJISIET
50%, puCK pOKIeHMs IeBOUKM-HOCUTEIbHUIIBI MyTalum — 50%;

® Yy MYXUMHBI-HOCUTEJISI MYyTallMMi PUCK POXKAEHUSI T€BOUKM-HOCUTEIbHUIIBI MyTallUuU —
100%.

B cembsixX, rae ecTh MalMeHTbl C YCTAHOBJIEHHON MyTaliyieil, CyIeCcTByeT BO3MOKHOCTD
IpoBedeHMsI MPEeUMIIAaHTALMOHHON UM T[peHaTaJlbHOM IOMarHocTuku. IIpeHaTanbHas
IMArHoCTMKa BO3MOKHA IyTeM n3MepeHns akTUBHOCTU AT'AJI B KJleTKax BOPCUH XOPUOHA, a
TaKXKe MeTogamMm IIpsIMOi uiM KocBeHHOM [IHK-muarHoOCTHMKM OJisE ceMeil C M3BeCTHbIM
T€HOTUIIOM.



e PexromeHAyeTcsl y nanyeHTOB ¢ B® s mpoduIaKTUKY MHCY/IbTA AJINTeIbHAs Teparnusi
aleTUJICAIUIIMIIOBOI KMUCIOTOM, IpeXXie BCero Mpy HaJUMUUM JOTOTHUTETbHBIX (DaKTOPOB
pucka (TIOKMJION BO3PaCT, TPDAH3UTOPHAS UIIeMUYecKas aTaka B aHaMHe3e, apTepuaabHas
TUIIEPTOHMS, apUTMUM) [36, 43, 57].

VYpoBeHb yoenuTenbHOCTY pekoMeHaanuy — C (ypoBeHb JOCTOBEPHOCTH 10KA3aTeIbCTB 4).



6. Opranmsanus oKkasaHuss MeaUIIMHCKOM
IIOMOIII A

[TokasaHus [1J1s1 IVIAHOBOI TOCIIUTAIM3ALMM B MEIUIMHCKYIO0 OpraHu3aIuio:

e [IpoBefeHMe OMArHOCTUKM M JIeUeHMs], Tpebyollye KPYIJIOCYTOUHOTO MeIUIIMHCKOTO
HaOIIONEeHUS ;

e CocTtosiHMe, Tpebyllee aKTMBHOIO JIEUeHUSI UM KPYIJIOCYTOUYHOIO MEOUIIMHCKOIO
HAOIIONEeHUS ;

e CocrosiHMe, Tpebylollee MPOBeNeHNsI BICOKOTEXHOJOTUUHBIX METOHOB JieueHus (B TOM
ylCcjle TPaAHCIIAHTAllMs OPraHOB, MMIUIAHTALMS BOOMUTENS PUTMa, KapayuoBepTrepa-
neuobpuUIIITOpa);

e OTCyTCTBUE BO3MOXXHOCTU obecrieueHns ®3T B aMOy/1aTOPHBIX "
CTALIMOHAPO3aMeIaloIINX YCIOBUSX;

¢ HeoOXomuMMOCTb MPOBENEHMS pasJIMUYHBIX BUIOB 3SKCIIEPTU3 WIM 00C/IefoBaHUS B
MEeOMLIMHCKOM OpraHMsaluy IIpY HEBO3MOXKHOCTM IIPOBENEHMS MX B aMOy/IaTOPHBIX
YCIOBUSIX, TPEOYIONIMX AMHAMMUUYECKOTO HaOMomeHus: (B TOM uucie ogpopMIIeHMe
3aK/IIOUeHMs heepaabHOr0 KOHCUIMYMa).

ITokazaHus K BKCTpeHHOVI roCrinTaJin3aly B MEAULIMHCKYIO OpraHM3alinio:

e Octpbie 3abomeBaHMs, 00OCTpEHMSI XPOHMUECKMX OOje3Heil, OTpaBJIeHUSI M TPaBMBblI,
COCTOSIHMSI, TpeOyollye MHTEHCUBHOJM TepanuMyu WU IlepeBoja B peaHMMAallMOHHbIE
OTHe/IeHUs] WM OTAeJeHMS MHTeHCUMBHOI Tepaluu (B TOM uucjie MOOOYHbIE peaKIilnu,
MIPOMCXOsiiee MIu BO BpeMsl MHDY3UM UK B TeueHMe OHS npoBeneHust nHhy3um 3T u
Ipyrue yrposxaruiue >XU3HUM OCTpble COCTOSIHMS), a Takxke KpPYIJIOCYTOYHOTrO
MeOUIIMHCKOTO HaOMIoAeHMM M TMpOBeleHMs CIlelMaJbHbIX BUAOB 00CIeqOBaHUS U
JleyeHusl.

IToka3aHMs K BBINIMCKE MAl[IeHTa U3 ME,ZU/ILU/IHCKOVI OpraHM3alnN:

e OTCyTCTBME YI'PO3bI JKM3HM HALIMEHTA;

e OTCyTCTBME YI'PO3bI PA3BUTHSI OCJIOKHEHMIA, TPEOYIOLINX HEOTIOKHOTO JIeUeHMST;

e Crabmimsanyss COCTOSIHMS M OCHOBHBIX KJIMHMKO-IaOOpaTOPHBIX  IIOKasaTeseii
IIaTOJIOIMYECKOTO IPOoIlecca 0 OCHOBHOMY 3a00JI€BaHMIO;

e OTCcyTCTBME HEOOXOOMMOCTM B IIOCTOSSHHOM BpayeOHOM U KPYIJIOCYTOYHOM
MeIMILIMHCKOM Hab/II0eHI M 10 OCHOBHOMY 3a00/1€BaHMIO;

e Heob6xomymocTy IepeBoa MalyeHTa B IPYIyIo OOJIbHUIYY WK YUPEKIeHMe COIMaTbHOTO
obecrieueHus



7. lomomHuTenbHass MHpopmauusa (B TOM 4ucie
aKTOPbI, BJAUSIONIME Ha MCXO0J, 3a00/IeBaHUS
VIV COCTOSIHMS)

e PexkomeHAyeTCs IIpOBeLieHe CeMEeHOTO CKPMHMHTA [JIS POLCTBEHHUKOB IALIMIEHTOB C
b® (rpoBeneHue reHeTMUECKUX MCCIELOBaHMI) C 1ie/bI0 OMArHoCTuKu bd Ha paHHen
craayuu 6one3Hu [28].

VYpoBeHb YOeOUTEIBHOCTM peKoMeHJauuu - B (YypoBeHb [OCTOBEPHOCTM
JOKa3aTejlbCTB 4).

e PexomeHAyeTCsl MIpOBeNeHMs] CKPMHMHIA TPYII BBICOKOTO pUCKa (paHHME MHCYIIbTHI,
MoYevyHasi HeJOCTaTOYHOCTb, TUIlepTpoPruUecKasi KapaAMOMMUOTIATHS) C LieJIbI0 BbISIBIEHUS
nanueHToB ¢ bd [7,12,18].

VYpoBeHb Y0eOUTEIBLHOCTM peKoMeHJauuu - B (YypoBeHb [OCTOBEPHOCTH
JOKa3aTejlbCTB 4).



IIOMOIIU

Kpurtepuu oreHKM KayecTBa MeaUIIMMHCKOM

Kputepumn kauyecrtBa

OueHKa BbINOJIHEHUSA

lMpoBeaeHo onpegeneHve akTuBHoCcTM AlFAJ1 B nsTHaxX KPOBM, BbICYLIEHHbIX Ha
dunbTpoBanbHOM byMare unu B nekouMTax KpoBW BCEM MaLMeHTaM MY>XCKoro nona (B
TOM 4ucie " Ha AOKINHN4YeCKou CTa,Cl,VIVI) Ana noaTBeEpPXAEeHUA AMNarHo3a

Oa/Het

MpoBeaeHoO BceM nauMeHTaM C  KJAMHWMYECKOW KapTuHOW B®- onpepeneHuve
KOHUeHTpauun rnobotpuaosunncduHrosmHa (Lyso-GB3) B nATHax BbICYLIEHHOW KpOBMU
WM nnasMe KpoBW AN OMOXMMMYECKOro MOATBEPXAEHUS AuarHosa n nepej
Ha3HayeHneM PepMeHTHON 3aMeCcTUTENIbHON Tepanuu

HOa/net

[MpoBeaeHO MOSIEKYNAPHO-TEHETUYECKOrO WCCef0BaHMUA AN8 BCEX MNALMEHTOB CO
CHWXXEHHOW aKTMBHOCTbIO pepmeHTa ATAJl 1 ANS UL XKEHCKOrO nosia npy KIMHUYECKOM
noao3peHnn Ha BO M Npu HanMumMmM poaCTBEHHMKOB C B® B poaoOCNOBHOW: BbiiBNEHUE
MyTaumn B reHe GLA, koaupytowem AlFAJ1 pgns noaTBepXAeHMs AMarHosa Ha
MOJSIEKYIAPHO-TEHETUYECKOM YPOBHE Yy MYX4YMH CO CHUXEHHOW aKTUBHOCTbIO pepMeHTa
N ANS XKEeHWMH C KIMHUYECKMMKU npu3Hakamm BO wmnu poacTBeHHUKOB npobaHaa no
MaTEPUHCKOM NINHUN

Oa/Het

Ha3HaueHa depMeHTHasa 3aMecTuTeNlbHas Tepanuum C NpMMeHeHWeM arasncupasbl 6eTta B
nose 1 Mr/kr mnu arancuaasbl anbda B Ao3e 0,2 Mr/Kr naumeHTaM C YCTaHOBJ/IEHHbIM
avarHosom b® B Buae B/B MHGY3uM 1 pa3 B 2 Hegenn (Npu HanMYmMm NoKasaHum)

Oa/HeTt

lMpoBeaeHa KOHCyNnbTauMs Bpayva-reHeTMka ANns CeMbWM NauMeHTa C YyCTaHOB/IEHHbIM
AnarHosom bo®

Ha/HeT

MpoBeAeHa KOHCy/bTauus-Bpaya-neaMaTpa  C YCTAaHOBJIEHHbIM AMarHo3oMm B® ecnu
OHUW HEe NMPOBOAWIIOCH B MPeALLECTBYOLWNE 6 MECSILIEB

Ha/HeTt

MpoBeAeHa KOHCYNbTauWs Bpadva-TepaneBTa Ans MauMeHTa cTapwe 18 net ¢
YCTaHOBJIEHHbIM AMarHo3oM B® ecnv oHM He NpoBOAMIOCL B MpejllecTBylowmne 6
MecsueB

Ha/HeTt

MpoBeAeHa KOHCy/nbTauus-Bpaya-kapavonora Ans nNauuMeHTa C  YCTaHOBJIEHHbIM
AVarHo3oM B® ecniv oHM He MPOBOAMIOCH B MpeALIecTByowWwmne 6 Mecaues

Oa/Het

MpoBeaeHo axokapanorpadus npu NepBuYHOM obcrenoBaHMKM U fanee He pexe 1 pasa
B 12 Mecsaues

Oa/net

10.

MposeaeHo 3KI (12-kaHanbHas) npu nepBuYHOM obcnefoBaHuM U panee He pexe 1
pasa B 12 mecsaueB

Oa/HeTt

11.

[MpoBeaeHO XONMTEPOBCKOE MOHUTOPMPOBAHME MpU NepBMYHOM obcnegoBaHuM U ganee
He pexe 1 pasa B 12 MecsueB

Oa/HeTt

12.

MposeaeHo MPT cepaua (nNpw nepsuyHOM obcnefoBaHun u ganee He pexe 1 pasa B 12
MecsiueB) ANS CBOEBPEMEHHOrO BbISIBIEHUS W/WMAM MOHUTOPUHIA KapAMOA0rn4yecKmx
N3MEHEeHUN

Oa/Het

13.

MpoBeaeHo MPT ronoBHOro Mo3ra npuv nepBMyHOM obcnenoBaHun M He pexe 1 pasa B
roa B Cny4yae, ecnu usMeHeHus 6bian BbisiBNeHbl 40 Havana ®3T nam He pexe 1 pasa B
36 MecsiLeB, ecnm naMeHeHns 6binn BbisiB/IeHbl Nocne Havyana ®3T

Oa/Het

14.

MpoBeneHO uMccnenoBaHUs ypoBHSI 6enka B MOYe UM M3MeEpeHWe pacyeTHOW GopMynbl
CK® npu nepBnyHOM 0b6CcnenoBaHun 1 ganee He pexe 1 pasa B 6 mecsues

Oa/net

15.

MpoBeaeHbl nabopaTopHble UCCNEAOBaHUA COMMTACHO KIMHUYECKMM peKoMeHAauusiM no
BefeHuio naumenToB ¢ XIMH npu Hanuuuu y naumeHta ¢ B® npu3HaKoB MNopaxeHus
noyek, ecsin He NPoBOAMIIOCH B NocneaHne 6 mecsues

Na/Het

16.

MpoBeaeH OCMOTp Bpadya-odhTanbMosora C WCCNEAOBaHWEM [1a3HOro AHa npwu
NepBMYHOM 06CIEA0BAHUN U €CNU He NPOBOAWUIOCL NocneaHue 3 roga

Oa/net

17.

MpoBeaeHa ayauvoMeTpusa (4N nNauMeHToB cTapwe 5 JfeT) npu  MNepBUYHOM
obcnefoBaHNK U eCcnn He MPOBOAMIOCL NocneaHne 3 roaa

Na/net
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IIpunoxxenne A2. MeTomosnorusi paspadoTku
KJIMHUYECKMX PeKOMEeHI AU

Hacrosmye  pekoMeHOauuyu IpegHa3sHAueHbl [Ojs1  IPUMEHEHMS  MeOUIIMHCKUMM
OpraHM3anMsIMU U YUPEXIeHUIMU (denepanbHbIX, TEPPUTOPUATBHBIX Y MYHUIIUIIATbHBIX
OpPTaHOB VIIpaBJeHMS 3JpaBOOXpPaHEHMEM, CUCTEM OOSI3aTeIbHOTO ¥ JA0OPOBOIBHOTO
MEOVLVHCKOIO CTPaxOBaHMUS, IPYTMMU MEeOULIMHCKUMMU OpPraHM3auyusIMy DPa3INyHbIX
OpraHM3aIMOHHO-ITPAaBOBbIX  (GOpPM  OeSITeNbHOCTM, HaIlpaBJeHHOM Ha OKa3aHue
MeOUIIMHCKOM Tomomy. KiamHuueckme peKOMEHOALMM CO3JaHbl Ha  OCHOBAaHUM
cucTeMaTuueckoro o63zopa aureparypbl 1992-2019 rr. Medline (Pubmed version), Embase
(Dialog version) u Cochrane Library databases, ¢ Mcnonb3oBaHMeM CO3aHHbIX IIPOTOKOJIOB
I10 JieueHUo bd:
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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
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[lIkanbl OLIEHKM YPOBHEN [OOCTOBEPHOCTU [oKaszaTedabCTB (YII) ¥ OLeHKM YypOoBHeN
yoenutenbHOCTM pekoMeHaanuii (YYP) nmpuBeneHsl B Tabnmmax 1-3.



Henesas AYAUTOPUA NaHHbIX KIIMHUYCCKUX DEKOMeH,ZlELIMI‘;I:

1. Bpauu ob1eit BpaueObHOI IMPaKTUKM (CeMeliHbIe Bpaun);
2. Bpauu-nenuarpsl;

3. Bpaun-TepamneBTsl;

4. Bpaun-reHeTHKu;

5. Bpaun-nabopaTopHble reHeTUKH;

6. Bpaun-Hedpomnoru;

7. Bpaun-kapauonoru;

8. Bpaumn neTckue-KapamoJiori;

9. Bpaun-HeBpoJIOTH;

0. Bpaunu-racTtposHTeposoru;

1. Bpaun-sH0CKOIIUCTBI;

2. Bpaun-peHTreHonoru;

3. Bpaun-mepmaTtoBeHepoOJiori;

4. Bpaun-odTajbMoJIoru;

5. Bpaun GyHKIMOHATbHOM IMarHOCTUKM;

6. Bpaun-ncuxmarpsl;

7. Megu1IMHCKME TICUXOJIOTH;

8. CTymeHTH MegUIIMHCKIX BY30B;

9. O6yuaIyecs B OpauHaType U MHTepHaType

IIpunoxxenme 1. IlIkanma OLeHKM YpOBHEN [OOCTOBEPHOCTU HoKaszartenbCcTB (YII) pis
METO/0B AMAarHOCTUKA (AMAarHOCTUUYECKUX BMeIIaTeIbCTB)

yan PacwudpoBka

1 CucrtemaTmyeckme 0630pbl UCCNEAOBaHWI C KOHTposieM pedepeHCHbIM MEeTOAOM WM  CUCTEMaTM4YecKkuMin 0630p
paHAOMU3NPOBAHHbBIX KIIMHUYECKUX UCCeA0BaHUIA C NMPUMEHEHNEM MeTa-aHanmsa

2 OTaenbHblE UCCNefoBaHUSA C KOHTpPOEeM pe(bEDEHCHbIM METOAOM UNUN OTAENbHbIE PaHAOMU3NPOBAHHbLIE KJIIMHUYECKNE
nccnenoBaHna M CcUcteMatTnyeckue 0630pb| nccneposaHuii noboro An3anHa, 3a UCKIK4YeHneM paHAOMU3NPOBAHHbIX
KJIMHU4YECKNX nccnegosaHnm, C NIpuMeHEHNEM MeTa-aHann3a

3 WccnepoBaHmsa 6e3 nocnenoBaTenbHOro KOHTpOSA ped)epeHCHblM METOAOM WUNN UccnegoBaHuna cC pecbepeHCHblM
MeToaoM, He gdBndwwmmMca He3aBuUCMMbIM OT UCCeayeMoro Metoaa WM HepaHAOMU3UPOBaHHbIE CpaBHUTEJIbHbIE
nccneanoBaHud, B TOM YMUCNe KOropTHble nccnegoBaHns

4 HecpaBHUTeNbHbIE NCCef0BaHUSA, ONUCAaHUE KIMHUYECKOro criydas

5 MmMeeTca nuwb 060CHOBaHME MexaHM3Ma AeNCTBUA WU MHEHue 3KCNepToB

IIpunoxxkenme 2. IlIkajma OLIEHKM YpPOBHEN [OOCTOBEPHOCTM [HoKaszarenbCTB (YII) nms
METOHOB MNpPOMDUIAKTUKM, JeueHUs] U peabunutaumu (MpoduiakTUUYeCKUxX, JiedeOHBbIX,
peadouIUTALIMIOHHBIX BMEIIaTe/IbCTB)

yan PacwudpoBka

1 CucremaTtnyeckuit 063op PKU ¢ npumeHeHneM MeTa-aHanmsa

2 OTaencHble PKU 1 cucTteMaTnyeckne o630pbl MCCNeaoBaHuin Noboro AmsaiHa, 3a uckioveHneMm PKU, ¢ npuMeHeHueMm
MeTa-aHanusa




3 HepaHAOMU3NPOBaHHbIE CPAaBHUTENbHbIE UCCNIEA0BAHUS, B T.4. KOrOPTHbIE UCCIEA0BaHUSA

4 HecpaBHWTENbHbIE MCCNEAOBaHUs, OMWCAHWE KIMHUYECKOro Cflyyasl WM Cepuu ClyyaeB, WCCefOBaHWUs «Ciydai-
KOHTPO/b»

5 MiMeeTcs nuWwb 060CHOBaHWE MexaHu3Ma [AeNCTBUS BMellaTenbCcTBa (AOKAMHMYECKWE WCCNEeAoBaHMsA) WKW MHEeHWe
3KCnepToB

IIpunokeume 3. IlIkana oleHKM YpOBHei ybemuTenbHOCTM pekoMeHpanuit (YYP) nmiast
MeTOIO0B MPOPMIaKTUKM, OMATHOCTUKM, JeueHus] U peabwintauuu (MpoduiakTUIecKux,
IMArHOCTUUYECKUX, TIeUeOHbIX, peaduIUTALIMOHHBIX BMEIIaTeIbCTB)

YYP PacwundcdpoBka

A CunbHaa pekoMmeHaaumsa (Bce paccMaTpuBaeMble Kputepmn 3@PeKTUBHOCTN (MCXOAbl) ABASIOTCS BaXXHbIMKU, BCE
nccnefoBaHUs MMEKT BbICOKOE WAW YyAOBAETBOPUTENIbHOE MEeTOAO/I0MMYECKOe KayecTBO, WX BbIBOAbI MO
WHTEPECYIOLLMM UCXOAaM ABSKOTCS COr1acoBaHHbIMM)

B YcnoBHasa pekoMeHaauus (He BCce paccMaTpuBaeMble Kputepumn 3ddeKTUBHOCTM (MCXOAbl) ABASIOTCA BaXHbIMU,
He BCe MWCCefOBaHUS WMMEKT BbICOKOE WAW YAOBNETBOPUTENIbHOE METOAOSIOrMYeckoe KayecTBO U/Mnn ux
BbIBOAbI MO MHTEPECYOLUM UCXOAaM He SIBASITCS COrlacoBaHHbIMM)

C Cnabas pekoMeHaaums (OTCYTCTBME A0OKa3aTeNbCTB Haj/exallero kadectsa (Bce paccMaTpuBaeMble KpUTEPUN
3 deKkTUBHOCTM (UCXOAbI) SIBASAIOTCS HEBaXHbIMWM, BCE WCCELOBaHUS WMEKT HM3KOoe MeTOAO0S0rMyeckoe
KauecTBO M UX BbIBOAbI MO MHTEPECYIOLWUM UCXOAAM HE SBSIOTCS COrlacOBaHHbIMMU)

ITopsimOK OOHOBJIEHUS KIMHUYECKUX PEKOMEeHIAI M.

MexaHu3M  OOHOBJIEHMSI ~ KJIMHMUYECKMX  PeKOMEeHOALMii  MOpeaycMaTpuBaeT  UX
CUCTEMATUUYECKYI0 aKTyaJu3alyuil — He peXxe 4yemM OOVH pa3 B TPU roga, a Takke IIpu
MOSIBJIEHMM HOBBIX [OAHHBIX C TIO3UIMUM [OKA3aTeJIbHOM MeOUIMHBI 110 BOIIPOCAM
OMArHOCTUKM, JieueHMs, MPpOPMIaKTUKM U peaduauTaluyM KOHKPETHBIX 3a00JieBaHMIA,
Ha/IMuyuy 000CHOBAHHBIX AOITOJTHEHMIi/3aMedYaHii K paHee yTBep:kaEeHHbIM KP, HO He uarlie
1 pa3a B 6 mecs1ieB.



IIpunokenue A3. CripaBoYHbI€ MaTepHaJbl,
BK/II0YasA COOTBETCTBYE IIOKA3aHUM K
IIPMMEHEeHWIO ¥ IIPOTUBOIIOKAa3aHuM, CII0CO00B
IIPUMEHEHUS U 003 JIeKapCTBEeHHBbIX
IpenapaToB, MHCTPYKIIUU 110 IPUMEHEHUIO
JIEKapCTBEHHOrO Iperapara

1. Ilpukas MwunHnucrepcrBa 3apaBooxpaHeHusi PO "O6 yrBepskmenuu Ilopsimka oKasaHMS
MEeIUILIMHCKOM TMOMOIIM OOJbHBIM C BPOXIEHHbIMM U (WIM) HaACIeACTBEHHbIMU
3aboneBaHusIMu" OT 15 Hos6pst 2012 1. N 917H).

2. Knuunueckne pexkomeHmauumu «['uneprpoduueckasi xKapaumomumonatusi» ID: KP283,
(http://cr.rosminzdrav.ru/)

3. MeTonuyeckoe PYKOBOJZICTBO «TpaHcIiaHTa U IIQYKU» ID: MP34
(http://cr.rosminzdrav.ru/)



http://cr.rosminzdrav.ru/
http://cr.rosminzdrav.ru/
http://cr.rosminzdrav.ru/

ITpunoxenuue b. AjiropuTMsbl IeiCTBUI Bpauya

MpHsHakK O y NawKMeHTa naKW BO y
POOCTEEHHUKOB
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ITpunokenue B. Undopmanust ajisi mamyeHTa

bonesup @abpu (B®) wmam OonesHb AHAepcoHa-®abpu - peakoe HacaeICTBEHHOE
3a60/1eBaHMe, KOTOPOe OTHOCUTCS K JIM30COMHBIM 60JIe3HSIM HaKOTIEHMUS.

Knnaunueckue ITPpOABJICHUSA

[Ip OGonesum @abpu CTpamalOT MIpaKTUUECKMe BCe CUCTeMbl OpPraHoB. Y MHOI'MX
HabII0[al0TCS HeliponaTnyeckas 00j1b (Kryune 60/ B KUCTSIX U CTOIaX, YCUIMBAIOIIeCs B
KapKyI0 TIOToAy, IpM (U3MUeCKOoii Harpyske), KOKHbIe IPOSBIE€HMS (aHTMOKepPaTOMbI),
HapylleHue IIOTOOTHeNeHusl (TUIO-, AaHTUApPO3), IopakeHue Mnepudepudeckoin u
IIeHTPa/IbHOJ HEPBHOI CUCTeMbI (MHCY/IBT), IIOUEK, CepAlia, OpraHa 3peHust (BUXpeBUIHAs
KepaToIaTus), JKeJyJ0UHO-KUIIeUHOTO TPaKTa.

[Ipu xmaccuueckoit (opme 3abojeBaHMe HauMHAeTCsI B 4-12 jeT M XapaKTepus3yeTcs
MepUOaNYECKMMM OOJISIMM IIPEMMYINEeCTBEHHO B KUCTIX WU CTONAax, MHOrma OoJib
JIOKAJIM3YeTCSI B KMBOTE U MPUCTYIIbl HAIIOMMHAKOT alleHaULIUT. boau yCuamnBawTCs Ipu
TOBBIIIEHMM TeMIepaTyphbl Teja, Pu3MUeckuxX HarpysKax, B >KapKyK M XOJOOHYIO IIOTO#Y.
Boimu MoryT TporekaTb 1o Tuily Kpu3oB. C Bo3pacToM 00jeBble KpM3bl OOBIYHO
YMEHbIIATCA.

OmHMM U3 SIPKUX CUMITTOMOB SIBJISIIOTCSI aHTVMIOKEPATOMbI, KOTOPBIE €CTh MPAKTUUYECKM Y BCEX
naiueHToB. ITo pa3mepy 3TO HebobIINe, C OYy/IaBOYHYIO I'OJIOBKY, 06pa3soBaHMs — KPaCHOTO
My 6arpoBOro IiBeTa, IJIOCKKMe VIIM MPUIIOAHSThIE Haj ITOBEPXHOCTHI0 KOXK. Yalle Bcero
TIOSIBJISIIOTCSL  AaHTMOKEpaTOMbl B HIDKHEH YacTM >KMBOTA, PacIpOCTpPaHSISCh Ha IpyTue
ygacTky Tena. OHM He NPUUYMHSIOT 0c000ro 6ecIriokoiicTBa — TOJIBKO €C/IM He 3aTParuBaioT
BCIO TOBEPXHOCTb TeJIa.

[TopaskeHue nouek npyu b® HabI0AaETCS MPAKTUUECKM Y BCEX MYKUMH M Y MHOTUX KEHIMH
nmocwtie 40 JyieT, YTO MNPMUBOAUT K TIOUEUHON HEJOCTATOYHOCTU U TpebyeT ITpoBeleHNe
reMoguanunsa.

Y MHOTMX IallMeHTOB C BO3pacTOM pa3BMBAeTCsl rumepTpodusi MMOKapHaa, KaTapakra U
HapylleHue cyxa.

CxomHble ciiygay 3a0ojeBaHMiI B ceMbe, IIOUEeUHAas HeOOCTaTOUHOCTb, PAHHME MHCYIIbTHI,
JMXO0pajika HesSICHOTO TeHe3a, 601 B JKMBOTE, KMCTSIX U CTOIAX,

Ipuunnsbl 60e3un Padpn

Bone3np 0060ycioBiieHa MyTalusiMmu B TeHe GLA, KOTOpbIi KomupyeT (epMeHT o-
rajakTo3numasy A (A-TAJT A). OToT pepMeHT yyacTByeT B peaklMsX paciielyIeHusT 0COObIX
SKUPOB- TMKOCHUHTOAUIIMAOB. B pe3ynbraTe HeOOCTATOUHOCTU (epMeHTa IIPOUCXOIUT
HaKOILJIEHME - TTIMKOCPUHTOMUIINUAOB B Pa3/JIMUHbIX OpraHaxX U TKaHSIX.



l'en GLA pacronokeH Ha X-Xpomocome U 3abojeBaHue uMeeT X-CLeIUIEHHbIA TUIl
HacnenoBaHusda. Ho B ommmMumMu OT MHOrMX [Opyrux X-CLEIVIEHHbIX pelleCCUBHbBIX
3aboneBaunii, 60-70% >KEHIIMH — TeTepPO3UTOTHBIX HOCUTEJbHMUI] MMEIOT KIMHUYEeCKUe
MIPOSIBJIEHMSI, TIPUYEM MHOTIIA TaKye ke TSsKejble, KaK 'y 00JIbHBIX MY>KUMH.

Ionroe BpeMsi cuMTagoch, uTo b® oueHb pengkoe 3aboneBaHMe, HO CKPUHMHIOBOE
ucciaenoBanme B Mrtanuy mokasajao YOMBUTENIBHO BBICOKYIO YaCTOTY 3TOi 6one3nm: 1:3100
HOBOPOXIEHHbIX MaJIbUMKOB UMeI HU3KYI0 aKTUBHOCTb A-TAJI A u mytanuu B reHe GLA.
[losToMy BO3MOXHO, UYTO MHOTMe CJIydau 3abojieBaHMSI TaK U OCTAlOTCS He
OIVMarHOCTYPOBAHHBIMM.

YTOOBI BBISIBUTH b®, BO MHOIUx CTpaHaX, B TOM 4McCjie B Poccun, OGC]’IG,ILYIOT IManyeHToOB U3
OTHe/IeHU remoagnajania, HEBpOJIOIMUYeCKMX 1 KapaAMNOJIOTNUYEeCKIMX CTAlIMMOHAPOB.

Kaxk YVCTaHAB/INBAIOT INArHo3

Bpaun Ha OCHOBaHMM KIAMHUYECKMUX CUMIITOMOB MOTYT 3aIlogO3puUTh 00/ie3Hb. 3aTeM
TIPOBOISITCS TaOOpaTOPHbIE TECTHI M MHCTPYMEHTAIbHOE MCCIef0BaHMe.

TouHBINI IMarHO3 MOKHO YCTAHOBUTb, M3MEPUB AKTUBHOCTb (pepMeHTa, WM OIpeneanB
KOHIIeHTpanuio jusochuaronunmuma -lysoGb3 B kpoBu. [IjisT 3TOro AOCTATOUHO COOPATh
KPOBb Ha KapTOUYKy-(QWIBTP M3 Majblla MJIM U3 BeHbl. Takue KapTOUKM eCThb B JIFOOOI
MeIMKO-TeHeTUUYeCKOi KOHCYIbTAalluM U B TTOIMKIMHUKE.

TouHBINI OMAarHo3 BaskeH IS MeOMKO-TeHEeTUYEeCKOTO KOHCYJIbTHMPOBAHMS, ITPEeHATaTbHON
IMArHOCTUKY 3a00/1eBaHMsl, yCTAaHOBJIEHMSI HOCUTE/IbCTBA.

JleueHUE

Ins B® paszpaboraH 3ddekTUBHBIN MeTop jedeHUss — (epMeHTHas-3amMeCcTUTeabHas
tepanus (®3T), mosTOMy paHHSSI AMarHOCTMKA 3a60/ieBaHMS MMeeT O0JbIIoe MPaKTuYecKoe
3HaueHMe. K coskajeHuio, 4acTh CJIydaeB AMATHOCTMPYETCS Ha MO3OHUX CTaAusSIX OOIe3HM,
YTO He AaeT BO3MOKHOCTb IONYYUTh 3HauuTenbHbI 3¢hdekt ®3T. OgHako, Ha J00O0IA
craguyu 6onesuu Havajao P3T mo3BojsgeT 3aMemJIUTh ITPOTPECCHMpPOBaHME U CMSITYUTH
KJIMHUYeCK/e CUMIITOMBI.

Posb cembu U maneHTa

Ha npumepe B® MOKHO MOKa3aTh BaXKHOCTh COCTaBJIEHMSI POMOCIOBHON M 0OCIeIOBaHMUS
poncTBeHHMUKOB. CumTaeTrcs, YTO, YCTAHOBMB [MarHo3 Yy OJHOTO MaIlyeHTa, IIpu
00c/IefOBaHMM POACTBEHHMKOB MOYKHO HAiTH elle 5 00JbHBIX Ha Pa3sHbIX CTAAUIX 00JIe3HM -
OT IIPaKTUYECKM 0eCCUMIITOMHOI IO TSIKEIO.

[TareHThl ¢ B® MOTYT MOMOYb CBOMM POJHBIM, IPOCTO COOOIMB MM O HEOOXOAMMOCTMU
MIPOTU AMAarHOCTUKY. Eciu nmuarHos OGyneT ycTaHOBJIEH pPaHO — OO Hayala HeoOpaTUMbIX
M3MeHeHUIi BHYTPEHHMX OPraHoOB, jeyeHue OymeT ropasmo sddexkTuBHee. Jleuamuii Bpad



WM Bpau-TeHeTMK He MMeeT MpaBa pasmiallaTh MeIUIIMHCKYI0 MHGOPMALMIO, IO3TOMY
cynbba pOIHBIX — IIeJIMKOM B pyKaX caMMX IallieHTOB.

PonuHbplie OpaTbs M CECTPbI, BC€ POACTBEHHMKM II0 MATEPUHCKONM JMHUU — ASOU, TETU U
IBOIOPOAHbIE OpaTbs M CECTPbI JOKHBI ObITH IPOMHMOPMUPOBAHBI O HEOOXOOMMOCTH
TeCTUpOBaHMS. B ceMbsix 00J€3Hb MOKET ITPOSIB/ISITBCS MO-pasHOMY. Y MY>KUMH YacThIM
ocnoxkHeHuem mnocie 40 JjieT sIBaseTcs IoJyevyHasi HeJoCTaTOYHOCTb. HO B paHHeM Bo3pacTte
OCHOBHAas kajo00a — 3TO aKpoIrapacTte3uu, aHrmokepaTombl. JKeHIIMH MOTYT 6eCIIOKOUTD
601, a TIOYeUHas] HeJJOCTATOUHOCTh BCTPEUAeTCsI peske M MOXKET pPa3sBMBATHCS B MO3IHEM
Bo3pacTte. I[IpoBemeHue MOJIEKY/ISIDHO-TEHETUYECKOTO aHa/M3a, HallpaBJeHHOTrO0 Ha
BBISIBJIEHME CeMeiHO MyTauuu reHa GLA T1I0KasaHO CIedylolyM pPOACTBEHHUKAM
rnaiyeHTa:

711 mpo6aHaa My>KCKOTO I10JIa:

1. maTh

2. mouepu

3. 6paThsl ¥ CECTPBI

4. CBOJIHbIe OpaThsl U CeCTPbI 10 MaTepu

5. men 110 MaTepMHCKOM IMHUA

6. 6abyI1IKka 1o MaTepUHCKON TMHUN

7. meTu godepen

. O6paThs U ceCcTpbl MaTepu

. mouepu 6paTheB

. eTU cecrep

. Jouepu TUIEMSIHHUKOB

. IeTU TUIeMSIHHUI]

. IBOIOPOIHBIE OpaThsl ¥ CECTPHI IT0 MATEPMUHCKOM IMHUA
. Iouepy BHYKOB (IIPaBHYYKM) I10 JIMHUY ToUepeit

. IeTy BHyYeK (TIPaBHYKM M IPAaBHYYKN) I10 IMHUU JOUYepen

U1 B I D — O O

st mpo6aHAa JKeHCKOro 1oJia:

1. maTh

2. orell

3. petu

4. 6aby1ika 1o MaTepUHCKOM JIMHUMN

5. memy1ka 1o MaTepUHCKOM JIMHUA

6. 6a0yIIKa 0 OTI[OBCKOM JIMHUMA

7. pmenyuika 1o OTLOBCKOM JTIMHUU

8. 6paThbsl U CECTPhI

9. cBOIHBIE OpaThs M CECTPHI IT0 MaTEPUHCKOI JTMHUA
0. cBOmHBIE CeCTPHI 110 OTLIOBCKOM JTMHUU
1. BHYKM ¥ BHYYKU



2. OpaThs U CeCTPbI MaTepu

3. 0paThs M CeCTPHI OTIIA

4. mouepu 6paThHEB

5. meTtu cectep

6. IoUYepy BHYKOB (IIPaBHYYKN)

7. 0eTy BHyYeK (IIPaBHYKU U IIPABHYYKNA)

8. IBOIOPOAHbIE OPAThS ¥ CECTPHI T10 JIMHUM MaTepu
9. IBOIOPOHbIE OPaThsl U CECTPBI MO JUMHUM OTLia

0. mouepu IeMSIHHUKOB

1. ety maeMsIHHUI]



IIpunoxenue I'1-I'N. IIIKanbI O1l€eHKH,
BOIIPOCHUKMU U Jpyrue OlleHOYHbIe
MHCTPYMEHTBI COCTOSIHMSA MallMeHTa,
IpUBEOEeHHbIEe B KIMHNUYECKUX PEKOMEeHIAIUIX

IIpunoxxenne I'l. Boipa>keHHOCTDb KJIIMHUYECKUX IIposaABIeHuin b® B

Pa3HOM BO3pacTe

Aetn MoapocTku B3pocnbie
AkponapecTte3nu AkponapecTtesumn AKponapecTte3umn
Bosib B KOHEYHOCTAX Bonb B KOHEYHOCTAX Bonb B KOHEYHOCTAX
lMopaxeHunsa xpycTanmka n poroBuLbl [MopaxeHunsa xpycTanmka n poroBuLbl [MopaxeHns xpycraamka n porosuubl
Jinxopaaka Jinxopaaka Jinxopaaka
Tennosas Xonoaosas Tennosas " xonoaosas Tennosas " Xonoaosas
HenepeHoCUMOCTb HenepeHoCMMOCTb HenepeHoCMMOCTb
McuxocoumanbHble U3MEHEHUS McuxocoumanbHble U3MEHEHUS [McuxocoumanbHble U3MEHEHUS
CHuxXeHue cnyxa [MpoTenHypus [MpoTenHypus
XKenyaoyHo-KULLEeYHble CUMNTOMBI XKenyaouyHo-KULWEeYHble CUMNTOMBI
AHIMokepaToMbl AHrMokepaToMbl
YTOMNSeMoCTb YTOMNseMocTb
CHmxXeHune cnyxa [MoyeyHas HefOCTaTOYHOCTb
CeppeyHas HefoCTaTOUYHOCTb
WHcynbT
CHMXeHne cnyxa v WyM B yuwax
Numdpenema

Hpumeuauue: Y HEeHWUH ¢ B® cumnmomoi nposAsiAaArmcia no3xe U 8blpadxdeHHOCMbs UXx pa3jiudHd

IIpunoskenue I'2. IuddepennmnanbHas IMarHoCcTUKa 6ome3Hu @adopu

Tun HapyweHus

AwnarHos

AHrMokepaTMoMbl

MeTexnanbHasa CbiNb, HAacNeACTBEHHAs reMopparnyeckas TenaHruaktasust PeHato-Ocnepa-
Bebepa, aHrmokepatoma  ®doppaaica, aHrmokepaToma Munbennn,  orpaHu4yeHHas
HeBM(OPMHas aHrMokepatoma TynoBuwa, 6onesHb LLnHanepa, dyko3naos, raHrmMo3naos,
acnapTaTriioKo3aMUHYpUsa U cMannaos.

bonesoi cnHapom

OnabeTtnyeckas " ankorosibHas 6onesas nonnHesponaTus, nopdupuiiHas
NosMHEBpONaTusl. PEeBMAaTOMAHbLIN apTpUT, peBMaTUyeckas nuMxopajka, 3puTpomenanrus,
cuHapoma PeriHo




MoyeyHas natonorus

XpOHWYECKNIN NaTEHTHbIN rnoMepyioHedpuUT, MHTePCTULMANBHbBIN HEDPUT

CeppaeyHo-cocyamcrasa cucrema

KapavoMeranus, apuTMust HESICHOTO reHesa

OdTanbmMonornyeckme HapyLleHus

JNlekapcTBeHHble odpTanbmMonaTnun (Npyv NpUMEHEHNM XJI0POXMHOB, aMMoaapoHa)

XenyaouHo-KuLWeYHbI TpakT.

CVMHAPOM pa3fpaXkeHHOro KuweyHuka, 6onesHb KpoHa

IIpunoxxenmue I'3. Kpurepun HazsHaueuust ®3T

bes MoyeyHble* CepaeyHbie* LIHC* Bonb* KKT*
NpU3HaKoB
"
CMMMNTOMOB
Knaccuyeckast OeboT B MUKpPOanbbyMuUHypus - runeptpodus - NB6B HeBponaTuyeckas - KK
B®, My>XUuHbI BO3pacTe npoTenHypus muokapaa (MTC - TWA / 6onb CUMMTOMbI
16 net wu noyeyHas >12 MM) 6e3 UHCYNbT -
cTapue HEeA0CTaTOYHOCTb (nnmn C - noTteps HeBponaTnyeckas
(Knacc (CK® 60-90) MUHUMasIbHbIMU cnyxa [¢ 6onb, paxe npu
2B) - rnoyeyHas NpOsiIBNEHNSAMN) Koppekuuen yCNOBUWN TOSIHOIO
HeAOCTaTOYHOCTb ¢dnbposa no KOHTpONs ee
(CK® 45-60) - MpU3HaKu BO3pacTy 6oneyTonsaowmmm
HapyLleHuns (He BAMAET Ha
cepAeyHoro eXeaHEBHYI0
puTMa aKTMBHOCTb)
Heknaccnueckas - - runeptpodus - NBB - - KK
B®, MyXUuHBbI MUKpOoanbbyMunHypus Muokapaa (MTC - THA / HeBponaTnyeckasa CUMMNTOMbI
-NpoTENHYpUS >12 MM) 6e3 WHCYNbT 60nb
- noyeyHas (nnu C - noteps -
HeA0CTaTO4YHOCTb MWUHWManbHbIMU cnyxa [¢ HeBponaTnyeckas
(CK® 60-90) nposiBNEHNAMMN) KoppeKuuemn 6onb, gpaxe npu
- noyeyHas dunbposa no YyC/I0OBUM MNOJIHOMO
HEe[0CTaTOYHOCTb - NpU3HaKu BO3pacTy KOHTpOnNS ee
(CK® 45-60) HapyLeHus 6oneytonsowmnmm
cepaeyHoro (He BNMSeT Ha
puTMa eXeaHEeBHYI0
aKTUBHOCTb)
Knaccuyeckast - - runeptpodus - NneB - - KK
B®, KeHLWMHbI MUKPOanbbyMuUHypus muokapga (MTC (Knacc 2B) HeBponaTuyeckas CUMMTOMbI
(Knacc 2B) >12 MM) 6e3 - THA / 6onb (Knacc 2A)
-npoTenHypus (Knacc (nnu C WHCYNbT -
2B) MUHUMasbHbIMU (Knacc 2A) HeBponaTuyeckas
- rnoyeyHas NpOsIBNEHNSMN) - noteps 6onb, paxe npu
HEeA0CTaTOYHOCTb dunbposa cnyxa [¢ YyC/OBMW MOSTHOIO
(CK® 60-90) (Knacc (Knacc I) Koppekuuen KOHTpoNs ee
2A - NpU3HaKu rno BO3pacTy 6oneyTonsoWmMMm
- rnoyeyHas HapyLeHns (Knacc 2B) (He BAMseT Ha
Hef0CTaTOYHOCTb cepAeYyHoro eXeaHEeBHYH
(CK® 45-60) (Knacc putma (Knacc I) AKTUBHOCTD)
2B) (Knacc 2B)
Heknaccunyeckas - - runeptpodus - NBB - - KK
B®, KeHLWnHbI MUKpPOanbbyMnHypus Muokapaa (MTC - THA / HeBponaTunyeckas CUMMNTOMbI
-NpOTENHYpUSA >12 MM) 6e3 VHCYNbT 60nb
- rnoyeyHas (nnu C - noreps -
HEe0CTaTOYHOCTb MWUHWMasbHbIMU cnyxa [¢ HeBponaTnyeckas
(CK® 60-90) NpOsIBNEHNSMN) Koppekuunen 6onb, paxe npu
- noyeyHas bnbpo3za no YCNOBUW MOSTHOIO
HEeA0CTaTOYHOCTb - NpU3HaKu BO3pacTy KOHTpONSA ee
(CK® 45-60) HapyLueHns 6oneyTonsowmnmMm
cepaeyHoro (He BNMsSeT Ha
puTMa exXeaHEeBHYI0
aKTUBHOCTb)
bes [MoyeyHble* CepaeyHble* LIHC* Bonp* HKKT*
NpU3HaKoB
"
CMMMNTOMOB
Knaccuyeckas OeboT B - - runeptpodus - NBB - - KK
B®, MyXUuHBbI BO3pacTe MukpoanbbyMnHypus Muokapga (MTC - TWA / HeBponaTuyeckasa CUMMNTOMbI
-NpoTENHYpUS >12 MM) 6e3 WMHCYNbT 60nb




16 net wu - noyeyHas (nnu c - noreps -
cTapue HEe0CTaTOYHOCTb MWUHWMasbHbIMU cnyxa [¢ HeBponaTnyeckas
(CK® 60-90) NpOsiIBIEHNSAMN) Koppekuunen 6onb, paxe npu
- noyeyHas dunbposa no yC/I0BMM MNOJSIHOMO
HEe0CTaTOYHOCTb - MpU3HaKK BO3pacTy KOHTpONS ee
(CK® 45-60) HapyLlleHns 6oneyTonsowmnmMm
cepAeYyHoro (He BAMseT Ha
puTMa exXeaHEeBHYI0
aKTUBHOCTb)
Heknaccnueckas - MUKpoOasib - rnepTpo - NBB - - KK
B®, MyXUuHbI 6yMUHYpus dbna Mumokapaa - THA / HeBponaTuyeckasa CUMMNTOMbI
-NpoTenH (MTC >12 mm) WHCYNbT 60nb
ypus 6es (wm c - noreps -
- noye4yHas MWUHUManbHbIMU cnyxa [¢ HeBponaTuyeckas
HeAOCTaTOYHOCTb nposiBNEHNAMN) KoppeKuuemn 6onb, paxe npu
(CK® 60-90) dunbposa no yCNoBMWU TMOJSIHOIO
- noye4yHas - NpU3HaKu BO3pacTy KOHTpONS ee
HEeA0CTaTOYHOCTb HapyLleHus 6oneyTtonsaowmmm
(CK® 45-60) cepae4yHoro (He BNMsSeT Ha
puTMa eXeaHEBHYI0
aKTUBHOCTb)
Knaccuyeckast - - runeptpodus - NB6B - - KK
B®, XeHLWMWHbI MUKpPOanbbyMuUHypus Muokapga (MTC - TWA / HeBponaTunyeckas CUMMNTOMbI
-NpOTENHYpUSA - >12 MM) 6e3 VHCYNbT 6onb
noyeyHas (nnu C - noteps -
HEeA0CTaTOYHOCTb MWUHWManbHbIMU cnyxa [¢ HeBponaTuyeckas
(CK® 60-90) nposiBNEHNAMN) KoppeKkuuemn 6onb, paxe npu
- noye4yHas dunbposa no YyC/OBMW MOSTHOIO
HeA0CTaTOYHOCTb - NpU3HaKu BO3pacTy KOHTpOnNS ee
(CK® 45-60) HapyLleHus 6oneyTonarowmmMm
cepAeyHoro (He BAMseT Ha
puTMa eXeaHEBHYH
AKTUBHOCTb)
Heknaccunueckas - - runeptpodusa - NBB - - KK
B®, XeHLWnHbI MUKPOanbbyMnHypus Muokapaa (MTC - TWA / HeBponaTunyeckas CUMMNTOMbI
-NpoTENHYpUSA >12 MM) 6e3 VHCYNbT 60nb
- noyeyHas (nnu C - noteps -
HEeA0CTaTOYHOCTb MWUHWMaabHbIMU cnyxa [¢ HeBponaTnyeckas
(CK® 60-90) NpOsiIBIEHNSAMN) Koppekuunen 6onb, paxe npu
- noyeyHas bnbpo3za no YCNOBMW MOJSTHOIO
HEeA0CTaTOYHOCTb - NpU3HaKu BO3pacTy KOHTpONSA ee
(CK® 45-60) HapyLlleHus 6oneyTonsowmnmMm
cepaeyHoro (He BAMseT Ha
puTMa exXeaHEeBHYI0
aKTUBHOCTb)

IIpunoxxenue I'4. Kpurepun ormensr ®@3T

Kputepuun oTMeHbI

Mponyck nauneHToM > 50% WHGY3Un

MOCTOSIHHbIE XM3HEYrPOXaloLIME UM TSXESble CBSI3aHHbIe C MH(Y3UEN peakumu, He pearmpytolme Ha NpodunakTUKy, HarnpuMep aH

XXenaHve nauneHTa

TepMuHanbHag ctagmsa 6one3Hn noyek, 6€3 BO3IMOXHOCTHU nepecaaku no4vykuy, B coveTaHunum c TSHKENomn cep,u,equﬁ HEAOCTATOYHOCTbIO

TepMuHanbHaa B® unu nHble conyTCTBYHOLWME 3a601€BaHUS MPU 0XKUAAEMOW NMPOAOSHKUTENBHOCTH XU3HWU MeHee 1 roja

TsKenbli KOTHUTUBHbIN AednunT ntobon aTnonormm

OTCyTCTBME OTBeTa B TeuyeHWe 1 roja, ecnv eAMHCTBEHHbIM MokasaHueM k ®O3T aBnsieTcs HeliponaTuyeckas 60/b, NpU yCIOBU

Tepanuun*

Kputepun nporuBonokasaHuii k Hayany ®3T

Tsxenoe 3aboneBaHne cepaua C pacnpocTpaHeHHbIM hUBpo30M, eciiv NopaXKeHme cepala ABAseTcsa eAMHCTBEHHbIM NoKasaHneM K O




TepMuHanbHas cTtagums 6onesHun noyek, 6e3 BO3MOXHOCTU nepecaaku no4yku, B coyetaHunm c TXENomn cep,u,equf/'l HeAOCTaTOYHOCTbIO

TepMuHanbHas BO® unu nHble conyTcTBytowme 3a601eBaHNS NPU 0XKUAAEMON NPOAOSIKUTENBHOCTU XMU3HM MeHee 1 roaa

Taxenblh KOFHUTUBHbBIN AeduumT ntobon 3Tnonornu

IIpunoskenue I'5. MoHUTOpUpPOBaHMeE ITALIMEHTOB C 00/1e3HbI0 @adopu

UccnepyemMbiii nokasaTesib UcxoaHo Ka)xablie Ka)xable
(v po Hauana 6 mec 12 Mmec Ka)xablie
®»3T) 36 mec
AHaMHe3, KJIMHUYECKUI + + XX
craTyc
OueHka 6onu (BM3yanbHO-aHanorosas wkana + +
oueHkn 6onn)
OnpeneneHve akTMBHOCTM depMmeHTa u OHK- +
ANArHocTrKa
MukpoanbbyMnHypus/ npoTemHypus + +
PacyeTHas CKO + +
SKIr + 4%
Oxokapauorpadus + 4%
XonTepoBCcKOe MOHUTOPUPOBaHUE + +*
MP-ToMorpacdunsa rosloBHOro Mo3ra + +*
MPT cepaua + +
SnekTpoHenpoMmorpaddums +
OcCMOTp OKynuCTa + 4%
Ayavorpamma + +*
O6bwmm n 6/x aHann3 KpoBmn + +
[Ipumeuanue:

* yaIre 1o IMoKa3aHusIM

**_ Ka>KOBIN BUSUT

IIpunoskenue I'6. 3a60p OMomMaTepuasa IJjisI MIPOBeIeHUS

AVMArHOCTUKMU B IISATHAX BblCY]]IEHHOﬁ KpOBMU

KpoBb cobupaeTca Ha CTaHAAPTHYK KapTOuKy-QuUIbTp
( N2 903), «koTopass nNpuMeHsieTCs Ass  CKPWUHWUHra
HOBOPOXZAEHHbIX B Poccuitckom depepaummn nnu
@HanorM4yHy ANa MNOoAy4YeHUs CyxXoro nsTHa KpoBW. Kposb
MOXeT 6bITb, Kak kanunnapHas (M3 nanbua, NATKU), Tak U
BeHO3Has. BeHo3Has KkpoBb cobupaeTca B npobupky,
aKKypaTHO nepeMellMBaeTcsa M 3aTeM 6bICTPO C MOMOLbIO
NMUNETKU HaHOCUTCA Ha dunbTp no 25-50 MKA KpoBM Ha
Kaxxayl  BblaeneHHyto obnactb. Heobxoammo  XxopoLlo
nponutatb BblAeNeHHYy obnactb Ha dunbtpe (puc. 1).
MpeanoytuTenbHo cobupatb 06bpasubl nocne eabl yYepes 40




MUHYT - 1 yac. BO3MOXHO TakxXe OCyLLecTBUTb 3a60p KpOBM U
HaToLlakK.

Ha kapTouke-puabTpe 06a3aTeNbHO AO0MXKHbI 6blITb YETKO
ykasaHbl ®VO, keM W oTKyda HanpasieH NnauumeHT, AaTa
poXAaeHus n TenedoH nevauiero spayva (pMCyHOK 2).
Ob6paseu Ccyxoro nsTHa KpOBM BKIaAblBAaeTCa B 4YUCTbIN
KOHBepT, mbo B uucTtbin dann. KapTouka-bunbTp He
OO/DKHA compuKacaTbCad C  TPSA3HOM MOBEPXHOCTbIO M C
obpasuamMn Apyrmx nauueHToB. HeobXxoaAMMO NPUNOXUTb K
obpasuaM MHMOPMUPOBAHHbIE COrflacusa MauueHTa unn ero
3aKOHHbIX MpeAcTaBuTeNnen Ha nposeaeHue nabopaTopHbIX
nccnenoBaHui

XXX K

Hii o, nferncre rrarrmand v e srncnconasm, s st

*  Kanaw 4oasHL NOAHSCTER NPONMTATE KPYEKW £ o0paTHoH CTopoHk

* He kacaiTech nﬁnacm, NEpONATAHHOR KPOBb

PucyHok 1. O6pasey
KapTouKy-dunbTp

npaBuibHOro HaHeECeHUA

F i W s Y " “f'“‘\ P
000
N N R N N S

4 6 0010608

S0 NannenTa

OaTta posEuns L3Ta BIATHA KDOEW Man
SN0 Bpaa

nny f Fopoa / Aspe:

E-mail aparsa

Tesedon npaia

Tecr
[Jwston [ Jnowne [ Jrome [ Jmnca [ Juse-crt [ Jusors

] cememmsi cxpusm. Myrausm

2. Obpa3zel KapTo4kn-punbTpa

KpoOBWU Ha

PucyHok

ANTOpuUTM AeiCTBUII MeIUIIMHCKOTIO IepPCoHa/Ia IMPY B3ITUM 00pPa3IioB KPOBU

® BBIMBITb PYKU (TUTMEHUYECKUI YPOBEHD), HAAETh IIepuaTKu;

* BBIMBITH PYKM MaliyieHTa (TIATKY pebeHka, B ciyuae, ecii KpOoBb 6epeTcst U3 MSITKU);
* IIpOTepeTh 00JIaCTh IMPOKAIbIBAHUSI CTEPUIIbHON candeTKoii, cMoueHHOM 70% crimpTom,
MIPOMOKHYTb CyXO} CTepUIbHON candeTKoii; - MPOKOJOTh CTEPUJIbHBIM OZHOPAa30BbIM

cKapu@uKaTopoM;

¢ CHATD II€PBYIO KaIl/II0 KPOBM CTEPUJIBHBIM CYXVMM TAMITIOHOM;

¢ MATKO HaJaBUTDb OJIA ITOJTYyUEHM BTOpOI71 KaIlJIn KPOBWU;

® IIPWIOKUTD IEePIEeHAUKYAIPHO TeCcT-0/laHK K Kalljle KPpOBU M MPOIUTaTh €ro KPOBbIO

HAaCKBO3b;

¢ JdHAJIOTMYHbIM O6p330M HAHeCT Ha TecT-O0jaHK 6-8 KaIlleyib, BU[ IIsITeéH KPOBUM OOJ/IDKEH

OBITh OOVHAKOBBIM C obeux CTOPOH.

® BbLICYIIUTDH TecT-0/1aHK B TOPMU30OHTAJIbHOM IIOJIOJKEHMNM Ha YMCTOM O6€3)I(I/IpeHHOI7[

TIOBEPXHOCTM He MeHee 4 4 6e3 IIpuMeHeHMs TeIIOBO 00paboTKM 1 MOIagaHus IIPSIMbIX

CO/THE@UHBbIX .TIY‘IQI‘/JI;




* yIIaKOBAaTb TeCT-OGJIAHKM B UMCTBII KOHBEPT TaKMM 0Opa3soM, UTOOBbI MISATHA KPOBU He
COIPUKACAINCD.

Oco6eHHOCTY ITPpY MHQPY3MOHHOM Tepanum

HekoTopple mamueHTbl MOTLYT IIOAy4YyaTb MHQY3MOHHYIO Tepamnuio, IMepeauBaHue
KOMITOHEHTOB KPOBM, YTO MOXET OKa3aTh BIAMSIHME Ha pe3ylbTaThl TeCTOB. Hampumep, rpu
repeiBaHMUM TIa3Mbl KPOBM MOTYT OBITh MOMyUYeHbI JIOKHO-OTPHUIIATE/IbHbIE Pe3Yy/IbTaThl,
TaK Kak ornpepesieMble pepMeHTbI HAXOSTCS B IiJIa3Me U B KJIeTKaxX KpoBu. PekoMeHyeTcst
OCYIIEeCTBUTDh 3a00p KpoBu A5t pepmeHTHOI 1 JHK-nmarHocTuky He 9 paHee ueM uepes 6-7
OHe! TioC/ie TIlepe/iMBaHMs IUIa3Mbl KpOBM U 4epe3 7-10 nmHeil mociae mnepenuBaHUS
KOMITOHEHTOB KPOBU

He morryckaeTcst 3a60p KpoBU

e cpa3sy Iocjie MpoBeeHMs MaleHTy MHQPY3MOHHO Tepalnn;
e (Cpa3y Mocje 3aMeHHOr0 MepeauBaHNus KPOBM.

XpaHeHMe ¥ TPAHCIIOPTHUPOBKA OMoMaTepuaia

OOpas3s1ibl BHICYIIEHHBIX IISITEH KPOBM MOXKHO XPaHUTb B OOBIYHON KamMepe XOJIOAMIbHUKA
ripu +40C go ormpaBku. CpOK XpaHeHUs IO MOMEHTA OTIIPaBKM He OOJIKeH MpeBbIlaTh 7
nHeii. Eciu XpaHUTD o/blile U Ipy O00jiee BbICOKOI TeMIepaType, TO aKTUBHOCTb (pepmeHTa
Ila’ke B HOpMe MOXKET CHMKATbCS, UTO IIPUBENET K JIOKHO-TIOJIOKUTE/IbHBIM pe3y/ibTaTaM.



