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TepMuHBI U onIpeaeICHUS

qDepMeHTHaH 3aMCCTUTCJIbHAA TCpaliud — JICHCHUC, 3aKIIIoYaromeecs BO BBCACHUU IIpCIlapaTa

(pexoMOMHAHTHOTO (PepMEHTA) MALMEHTAM C HACJIEACTBEHHBIM HApYLIEHUEM METa00Iu3Ma.

JInzocomHbIe OOJIE3HN HAKOTUICHHS — TPYIITa HACIEICTBEHHBIX MOHOTEHHBIX 3a001€BaHUH, CBI3aHHBIX

C HApYILICHUCM q)yHKI_[I/II/I JIN30COM



1. Kparkast nagopmanus 1mo 3a001€BaHNI0 WIH
COCTOSIHUIO (Ipynnbl 3200/1eBAHUUA UJIHA COCTOSTHUM)
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1.1 Onpenenenue 3a00/1eBaHUsA HJIH COCTOSHUS
(rpynnbl 32001€BAHAMA UJIA COCTOSTHUI)

bonesnp ®abpu (bD) unu 6onesns Anaepcona-Oadbpu — HACIEACTBEHHOE 3a00I€BaHUE, OTHOCSIIEECS
K TpyIre JU30CoMHbIX Oomne3Hert nakoruienus (JIBH), oOycnoBienHoe CHUKEHHEM WU OTCYTCTBHUEM
akTUBHOCTU ¢epMmeHTa o-ramakro3uaasbl A (ATAJD). Jdedunut dhepmenTa NpuBOAUT K HAKOTUICHHIO
mIKO(GOCHOTUNNIOB B JIM30COMAX KIETOK Pa3MYHBIX OPTaHOB, BKIIOYAs CEpAIe, MOYKH, HEPBHYIO
CUCTEMY U SHJOTEIUI COCyI0B. 3a00JIeBaHUE HOCUT IPOrPECCUPYIOLTUI MYIbTUCUCTEMHBIN XapakTep,
XapaKTepU3yeTCsl CHIDKEHHWEM KauyecTBa M MPOJOIKUTEIBHOCTH JKU3HU. be3 COOTBETCTBYIOIIETO
JI€YeHHsI CMEPTENIbHBIN UCXOM, KaK MpaBWJIO, HACTyHaeT Ha 4-5M NECATUJIICTHH KU3HHU OT CepledHO-

COCYZIUCTBIX, IEPeOPOBACKYISIPHBIX OCIIOKHEHUM UM TOYEUHOM HenocTaTouHoCTH [ 1,4].
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1.2 DTHOJIOTHUS U MATOT¢HE3 3a§0J1eBaHml WM
COCTOSIHUA (TPynnbl 3200/1€BAHUIN UJIM COCTOSAHUMN)

[Ipuuunoit Bo3HukHOBeHUss bd sBusrorcs wmyrtanuu reHa GLA, xoaupytromero ¢GepMeHT o-
ranmakro3unasy A (GLA; EC 3.2.1.22, ATAJI). I'en GLA xapTtupoBaH Ha AJTUHHOM IIJI€4€ XPOMOCOMBI

Xq22.1, nmeet pazmep OkoJio 12 ThIcAY nap HyKJIECOTHIOB U COCTOUT U3 7 3K30HOB.

K nacrosmemy Bpemenu uaeHtuduuponano 6onee 600 BapuantoB B rene GLA, B ToMm ymciie 0koyio
500 maToreHHBIX MYyTallMi, W3MEHSIOMMUX CBoMcTBA M cTabmiabHOCTE AI'AJI [1,4]. BonpmmHCTBO

MYTaHI/IfI SABIIAIOTCA YHUKAJIbHBIMU JIJIA Ka)xjaou ceMbu. b® HaCJICAYCTCA 110 X-CLICHJIGHHOMy THUITY.

[lepBuunbiM Ouoxumuyeckum nedextom npu bD saBnsercs Hemoctarounocts (Gepmenta ATAJL,
KOTOPBIM OTHICIUISICT TEPMUHAIBHBIA OCTAaTOK O-TaJJaKTO3bl OJIMTOCAXAPUIHOM LENH HEUTPaIbHBIX
mukocuHronunuaoB. Hemocrarounocts hepMeHTa MPUBOIUT K HAKOIUICHHIO B JIM30COMAax pPasHbIX
KJICTOK (PHAOTEIWAIbHBIE U IIAJKOMBIIICYHBIE KJIETKH COCYIOB, OIUTEIUAJIbHBIE KIETKU

OOJBIIMHCTBA OPTAHOB, IIEHTPAIBHON HEPBHOM CUCTEMBI, CEP/IIIa) TIIUKOC(HUHTOTUTIUIOB.
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1.3 Dnuaemuosorus 3aﬁoﬂgBaHnﬂ WJIM COCTOSTHMS
(rpynnbl 320071€BAHUMA UJIA COCTOSTHUI)

B® ortHocuTcs k penkum 3aboneBaHusiM. Yactora OONE3HM B PA3IMUHBIX CTPAaHAX BapbUPYET B
mupokux npeaenax (ot 1 va 117 000 go 1 va 476 000 xuBbIX HOBOPOXKAECHHBIX) [1]. HacToTa HOBBIX
cinyuyaeB b®, orieHeHHas Ha BRIOOpPKAaX HOBOPOXKICHHBIX MAJIBYMKOB, cocTaBuia B Utamuu 1:3100 [2],
a Ha TaiiBane 1:2400 [3]. BeposiTHO, 4TO 0o0Jiee pacHpOCTPAHEHHBIM SIBISETCS JIETKOE, aTUIIMYHOE

teyeHne b ¢ npuzHaKaMu nOpaXe€HUsi OAHOIO OpraHa.

[Tpu npoBeeHNN CKPUHUHTA TPYIINT BBICOKOTO PUCKA Y MY>KYMH U JKCHIIIUH C PAHHUM UHCYJIBTOM JIOJIS
b® cocraBuna 4,2% u 2,15%, COOTBETCTBEHHO, C TUMEPTPOGUEH JIEBOTO KEIyIO4YKa HESICHOTO
npoucxoxaenus — 0,9-3,9% u 1,1-11,8%, ¢ TepmuHaibHON TTOYeUHOU HenocTaTouHOCThIO — 0,33% 1
0,10% [1,18,36].
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1.4 Oco0eHHOCTH KOAUPOBAHHUS 3200/ 1€ BAHUSA WJIH
COCTOSIHUA (IPyNIbI 3200J1€BaHUIl HIH COCTOSTHHIA) 110
MexayHapOAHOH CTATHYECKOH KJIACH(PUKALMH
0oJ1e3Hel U npo0JieM, CBI3AHHBIX CO 310POBbEM

E75.2 — llpyrue cunronunuao3sl (6one3ap Gadpn)
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1.5 Knaccudukanust 3a001€BaHust MM COCTOSTHHSA
(rpynnbl 32001€BAHAMA UJIA COCTOSTHUI)

Bb® otnocurcs k JIBH, noarpynne cpunronunuio3oB. C KIMHUYECKOM TOYKU 3PEHUS BBIACISIOT JIBE
dbopmer b® — xmaccuueckyro (m1eOOT B J1000M BO3pacTe, MYJIBTHCHCTEMHOE TIOpPAXEHUE) W
HEKJIACCUYECKYI0 (TO3HEE HAYaJI0, U30JIMPOBAHHOE MOPAKEHUE OJHON CUCTEMBbI OPTraHOB: TOJIOBHOTO

MO3ra, cepAua uim nouex) [1,4].

PekomeHaoBaHO K n3y4yeHuto pegakropamu canta MeaYHumeep - https://meduniver.com/



1.6 Kiinmanyeckass KApTHHA 3a§0J1eBaHnﬂ WA _
COCTOSTHUSA (IPynnbI 3200/ 1€ BAHUM UJIM COCTOSIHUMN)

Knunnueckue nposisinenus npu b® MoryT ObITh Upe3BbIYaIHO pa3HOOOPA3HBIMU KaK Y JIMI] MYXCKOTO,
TaK M KEHCKOTO MO0JIa JAXe Y WIEHOB OJHOW CEMbU. BBIpa)KE€HHOCTh KIMHUYECKUX ITposiBiieHUN bOD B

pa3zHoM Bo3pacte npuseneHa B [Ipunoxennn I'1 [1,4].

Buemnue ocoOeHHOCTH. ['eMU3UTOTHBIE MYXKYMHBI 4YacTO HMMEIOT XapaKTepHbIH BHEIIHUM BH,
HAalOMHUHAIOMINK OOJBHBIX C aKpOMETrajned — BBICTYMAIOIINE CyNpaopOUTalbHBIE IYTH U JIOOHBIC

6yrpbl, BBICTYIIAIOIIAsA HUKHAA YCIIOCTh, YBCJIIMUCHHLBIC FY6I>I, 3arraBiiast ICpeHOCHUIIA.

Koxxapie mposiBiieHUsI. AHTHOKEPATOMBI MPEACTABICHBI Y€TKO OTPaHWYCHHBIMU TAIyJaMHU KPacHOTO,
TEMHO-KPAacCHOTo, OOpJOBOro, JIMJIIOBOTO WJIM CHHE-4epHOro 1Bera pasmepom 0,2 - 1,0 cm.
oOpa3syroliecss W3 CKOIUICHHH OTJEIbHBIX KPOBEHOCHBIX COCYIOB B BEPXHHX CIIOSX JCPMBI U
YTOJIIIEHUE JMUAEPMHUCAa B BHUIE TMOBEPXHOCTHOTO THUIEpkeparo3a. Ouarn Ha HadalbHOW CTaauu
MJI0CKKE, 0oJiee CBETIOTO I[BETA M Jerdye moanatorcs cxaruio. C TeueHHeM BpPEeMEHU OHU TEMHEIOT,
CTAHOBSTCS TBEPKE M CJIETKA MPHUIOTHATHI HaJ TOBEPXHOCTHIO KOKUA. OOBIYHO OHHM PACIIOIOKECHBI
CUMMETPHUYHO B TTaXOBOM 00JIaCTH, HA SATOAMIIAX, Oepax v B 00JIaCTH MyTIKa, Ha JaJ0HsIX. EnuHUYHbBIE
AHTHOKEPATOMBI MOTYT MPUOOPETaTh BUJ CAMHUYHON aHT€OKEepaTOMbI, CapkoMbl Karomm, muoreHHon
TpaHyJieMbl, MUTMEHTUPOBAHHOTO 0a3aJIbHO-KJIETOYHOTO M IUIOCKOKJIETOYHOTO paka B HEKOTOPBIX
CIy4yasiX MEJIaHOMY. AHTHOKEPAaTOMBI TMPOSBISIOTCS B JETCTBE W IIOCTENEHHO C TOJaMu
YBEIUYUBAIOTCSI B KOJIMYECTBE U B pazMepax. MoryT BOZHHUKHYTh Tak)K€ aHTHOIKTA3UU B CIU3UCTOU

pTa u KoHbIOHKTHBE. M3BecTHBI ciiydan b Oe3 anrnokeparom.

[Tepudepuueckas HepBHas cuctemMa. b oTHOCUTCS K 00JIE3HEHHBIM MOJUHEBPOIIATUAM. Y MAIMEHTOB
¢ b® B 60-80% ciyuaeB HaOmIOmAETCS XpPOHUYECKAsl BBIPAKEHHAs, U3HYPSIONIas HEBpOMaTHUECKas
007p B KOHEYHOCTAX. JlJis 3TOM OONMM TUNMWUYHBI TAKWE >KAJOObI, KaK AJTUTENbHAs Krydas OOJb,
CTpeJsitoliasl mpoH3aroiast 00jb, 00Jb, MOAOOHAsT SJIEKTPUUECKOMY paspsiiy, aKpoIlapecTe3uu —
CIIOHTAHHBIC HEMPUSATHBIE HEOOJIEBbIC OIIYIIEHUS 110 THUIY IIOKAJIBIBAHHUS WIOJIKAMHU, TOJI3aHUS
Mypallek B KHCTAX M CTOMAaX, alJIOAUHUS — OO0Jb B OTBET Ha HEOOJEBOW CTUMYJ, THUIEPHATUS —
gype3mepHas 6oeBas peakiys Ha O0JIeBON CTUMYJI, OHA MOXKET OBITh KaK MEXaHHUECKOH, TO €CTh O0JIb
Ha IPUKOCHOBEHUE KUCTOYKOW, BaTKOM, TaK M TEMIIEPATYPHOU - IIPU TEPMUYECKOM BO3IACUCTBUH, IPU
MOBBIIEHUN TEMIIEPATYPbI OKpYyKatolen cpeapl. HekoTopble manueHThl TaKKe OTMEYAKOT JICACHSIIY O

00716 B 00JTaCTH JTAJOHEH HA MOPO3eE.

Kpome nocrosiHHOM HeBpomaruueckoil Oonu u akporapecre3uil 1 bD TtunuyHbel GoneBble KPU3HI,
KOTOPbI€ YacTO BO3HUKAIOT TMPHU IMEpPEMEHE MOTOAbI, JUXOpajake, GU3MUECKON Harpyske, CTpecce H
NIOCJIE TTPUEMA AJIKOTOJIs. DTU AMU30/1bI MOTYT BO3HUKHYTH Y JIMI] OOOMX ITOJIOB U HAYaThCs YKE € IBYX
net. IIpu xpuze @abdbpu 6016 npuodpeTaeT Oosee MyUUTENbHBIN XapakTep, MOXKET UPPAAUUPOBATh U3
JUCTAIIBHBIX OTJIEJIOB KOHEYHOCTEN B IPOKCUMAJIBHBIE, JUIUTCS OT HECKOIBKUX CEKYHJ JO HECKOJIBKHUX

HEeJIeJIb U HE CHUMAETCsl HAPKOTUUYECKUMU aHAIbIeTUKamu [35].

Tounplii MexaHu3M HeBpomaruyecko Oonu npu bd ocrtaeTcs A0 KOHIIA HE M3YyYEHHBIM.

[Ipenmnonaraercs, 4To0 OONb SBISETCA PE3YABTATOM CTPYKTYPHBIX TMOBPEKIACHUA TOHKUX HEPBHBIX

BOJIOKOH B Pe3YITiS g S\atHIB i 1Y BATRY e AARHSDAMH BA i SAKRSHY A BISH B Mep SHTHHEAThivA B/



KOPEIIKOB U B vasa nervorum (JiaT. COCyabl HEPBOB). IT0 OOJEBOI BapuaHT MOJMHEBPOMATHN TOHKHX
BOJIOKOH, Tiepudeprueckas HeBporarndeckas 00Jb. Takke U3BECTHO O KalbIU(PUKAIIMN Tajgamyca Mpu

B® (uenTpanbHas HeBponaTuueckasi 00J1b MpU MOBPEXKICHUHN TajJamyca).

HapymeHHe IIOTOOTACIICHUA. vy HanucHTOB C b® wacro BCTPCHACTCA CHHWIKCHHUC WM II0JIHOC
OTCYTCTBUC ITOTOOTACJICHMUA. OTH M3MEHEHHUS CBSI3aHbl C HAKOIJICHHUEM FJIO6OTpPIaO3I/IJIHepaMI/II[a B
IOOTOBBIX KCJIC3aX MW B CTCHKax KpOBOCHa6)Ka}OIJ_II/IX HX COCYHOB, a TaKKXC C TMOPAKCHUCM
BCTCTAaTUBHBLIX HCPBHLIX BOJIOKOH (BeFeTaTHBHLIﬁ BapUAHT IIOJUMHCBPOIIATHMM TOHKHX BOJ'IOKOH). B

PECAKUX ClIyHdasaXx Ha6J'IIOI[aeTCH TUIICPruapos.

LlenTpanpHas HepBHas cucTeMa. b MOXXHO OTHECTH K OOJE3HU MaJbIX COCYAOB (MallbIX apTepuid u
aprepuoi). Y mnanueHToB ¢ b® BBICOK PHUCK pa3BUTUS TPAH3UTOPHBIX HIIEMUYECKHUX aTak U
UIIEMUYECKUX/TEMOPPAarn4eCcKUX MHCYIBTOB YK€ B MOJIOJIOM Bo3pacTte. YacToTa MHCYNIbTa COCTABISAET
6,9% y myxunH u 4,3% y sxeHIMH. Y OONBIIMHCTBA OOJILHBIX MHCYJIBT pa3BUBaeTCs B Bo3pacte oT 20
10 50 JetT, B TOM YKCIIe y KaK0ro MATOr0 U3 3TUX OONBHBIX - B Bo3pacTe 110 30 jet. [emopparuueckuii
MHCYJIBT Y MYXXUUH BCTpEUaeTCs Yallle, 4eM y >KeHIIUH. Y 2/3 OONbHBIX UHCYIBT SBISIETCS CIEICTBHEM
aTUIMMYHOTO TE€UYEeHUs OO0JE3HU C U30JMPOBAHHBIM MOPAXXEHUEM COCYZIOB rojoBHoro mosra. B 50% b®
NIeOI0TUPYET ¢ MO3TOBOro MHCYNbTa. BenenctBue storo b crnenyer momo3peBath y BceX OONBHBIX C
pPaHHMM pa3BUTHEM HHCYJbTA JIaXKe MPH OTCYTCTBUU OYEBUAHBIX MPHUUUH U (PakTopoB pucka. Kpome
TOT'0, BCJIEICTBUE XPOHUYECKOW UILIEMHUH T'OJIOBHOTO MO3Ta MOXKET Pa3BUBAThCS COCYAUCTast IEMEHIMS,

JUISL KOTOPOW XapaKTEepHO CHUKEHUE NTaMsITH U TIoBeieHUecKkre Hapymenus | 1,4,7,35].

[Topaxenue nouek. [lepBbie CUMITOMBI — MUKPOATLOYMUHYPHUS U MPOTCUHYPHUSI Yallle MOSBISIOTCS B
MOAPOCTKOBOM M B3pPOCIIOM BO3pacTe, HO MOTYT MOSIBUTbCS W HA MEPBOM JCCATWIETHU Ku3HU. C
BO3PAaCTOM IMPOTEHHYPHsI TIOCTEIIEHHO HApaCTaeT M MOXKET JOCTUTATh HE(PPOTHIECKOTO yPOBHS, XOTS
pa3BepHYTHI HEPPOTUIECKUN CUHIIPOM OOBIYHO HE pa3BuBaeTcsa. Hepeako oTMeuaroTcs KaHaIbIIEBbIC
HapyumieHus. [IporemHypuss He CONPOBOXKAAETCS M3MEHEHHSIMH MOYeBOro ocaiaka. I[lo3nnee
HaYMHAETCS TTOCTENIEHHOE CHIKEHNE (DYHKIIMH MOYEK, KOTOPOE MPUBOAUT K PA3BUTHIO TEPMUHAIBLHON
xpoHudeckor moueunon HegoctarouHocty (XITH). ITocnenuss ocraeTcst OIHOM U3 OCHOBHBIX PUYUH
cMepTd nauueHToB ¢ b®d, XOTs 3amecTUTENbHas IMOYEYHas Tepanus WIM TPAHCIUIAHTALMUS IOYEK
MO3BOJISIIOT TMPOJIUTh KWU3HH TakKUM OOJIBHBIM. Y TAIMEHTOB € HeKiaccuueckoil bd Bo3MOXKHO
M30JIMPOBAaHHOE TTOPAKECHHE oYK, B TakuX ciydasx TUarHo3 MOXET ObITh YCTaHOBJICH Ha OCHOBAHUH

WCCJIeA0BaHUS TToYeyHoro Omonrara [1,4].

[Topaxxenue cepaua. [lopaxkeHue cepima OTHOCSAT K YUCIY PAaCHpPOCTPAHEHHBIX U MPOTHOCTUYECKU
HeOmaronpusaTHbIX TposiBiieHuit b®. MIMeHHO 3a0oiieBaHuUs cepjlia CTOAT Ha IMEPBOM MECTe Cpeau
npuurH cMepTd y nanueHtoB ¢ b® (34% cpenn MmyxuuH U 57% cpeau KeHIIMH). XapaKTEpHbIM
MPU3HAKOM TopaxkeHus: cepaua npu b sBnsercs runeprpodus JIEBOro Kemyaouka, KOTopas MOXKET

ObITh BhIsIBIIEHA ¢ ToMoIbio JKT, axokapauorpadun u MarHUTHO-PE30HAHCHOM TOMOTpaduu.

VYTonmieHne CTEHOK ceplaua Henb3s OOBSICHUTh TOJNBKO OTIOKEHHEM INIMKOC(HUHIOIUINAOB B
MHUOIIMTAX ¥ MPOBOSILIEH TKaHH, TaK KaK UX J0Jsl cocTaBiisieT MeHee 3% oT 0011ei Macchl MUOKap/a.
CooTBeTCTBEHHO, OoJiee BaXKHOE 3HAYEHUE UMEIOT TunepTpodus muonutoB u ¢uodpos. ['uneprpodus

1 (Hpudpo3 MUOKap/Ia YaCTO COMPOBOKAAOTCS TUACTOIUIECCKON TUCPYHKIMEH JIEBOTO Kemymouka. J{is
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OIICHKK (PYHKIIMH CepAlla MPUMEHSIOT TKaHEBYIO nomnuiepaxokapauorpaduro (mommiep-2xoKI'),
pe3yabpTaTbl KOTOPOHM MOTYT MMETh Ba)XHOE 3HAY€HUE B JUArHOCTUKE OECCHMIITOMHOTO IMOPAKEHUs
cepaua. Hapymenus auactonuueckod (QYHKIMM MOTYT TMPUBECTH K Pa3BUTUIO CEPICUHOU
HeaocTaTouyHOCTU. [IpU3HaKK 3aCTOMHON CEplIeYHON HEAOCTATOYHOCTHU BBISIBISIOTCS y 11% MyXuuH 1
6% >xenmuH ¢ b®. Yacto pa3BuBalOTCA MpENCEpPAHbIE U KEIYIOYKOBBIE APUTMUM W HapyLICHUS
npoBoauMocTi. MHpapKkT Muokapaa Obl1 JUArHOCTUPOBAH TONBKO y 2% mnauueHToB. Tem He MeHee,
creHokapaust Habmonamack y 13-20% maruentoB ¢ b® u yame npu HanUYuKM THOEPTPODHUHN JTEBOTO
xKenmynouka. V3meHeHus kiamaHoB cepana npu bd BcTpedaroTcss 4acTo, HO OOBIYHO HE HMMEIOT
KJIIMHUYECKOro 3HaYeHUsl. BO3MOXKHO MOHOCHMIITOMHOE T€UE€HHUE 3a00JIEBAHUS C TOPAKEHUEM TOJIBKO

cepana (aexnaccuueckas bd) [1,4,13].

[Topaxenue numdarnyeckoit cucrembl. Pazsutue numdenemsl CBI3aHO ¢ HAKOIICHUEM INTUKOJIHUITH/IOB
B CTEHKax JMMparnyeckux cocynoB. Y OonbHbIXx bD numpenema nposBisieTcs B MOJPOCTKOBOM HIIN
B3POCIIOM BO3pAacTe€ W MPH OTCYTCTBUU HEOOXOJUMOTO JICUCHHS] MOXKET MPUBOAUTH K BBIPAKCHHBIM
TPOPUUECKUM HM3MEHEHUSM C W3bI3BICHUSAMU KOXXHOTO TIOKPOBA HHUKHUX KOHEYHOCTEH U

OCJIOKHATBCA POXKUCTBIM BOCIHTAJICHUCM U CCIICHCOM.

OdranpMonoruueckne HapymeHus. TUunuaHeiM cuMnToMoM b® sBhsieTcs MOMyTHEHUE POTOBUIIHI B
Buze 3aBUTKOB (70-90% 6onbubix) [1,14,15]. Penxo BcTpevaroTcs 3aHss CyOKarcyasipHas KaTapakTa

" ITOPAXXCHUC COCYAOB CCTHYATKHU.

N3meHeHnst co CTOPOHBI OPraHOB CIyXa W BECTHOYISIPHOrO ammapara. Y mamnueHToB ¢ bd moxer

OTMCYATHCA CHUIKCHHUC CIIyXa, IIYM B YIIaX, I'OJIOBOKPY’KCHUC.

Ocobennoctu knuHUYeckor kaptunbl b® y nereii. IlepBoie knuHMYeckue nposiBienus bd y nerei
yalie BCEro BO3HUKAIOT B MOJAPOCTKOBOM M IOHOIIECKOM BO3pacTe, XOTSA HHOIJA MPU3HAKU
3a0oseBaHusi MOTYT AeOroTupoBarh U B 2-4 roga [1,4,5]. CHauana cuMnTomMbl 3a00JieBaHUSI UMEIOT
HecTeU(PUUECKUN XapaKTep, YTO 3HAYUTENbHO 3aTPYIHSET U 3aMeJIsieT MOCTAaHOBKY JAMarHo3a. JTo
MOXET OBITh 007b, TUCKOM(OPT B KUBOTE, HEODOPMIIEHHBIM CTYN, CYXOCTh KOXHBIX IMOKPOBOB,
mioxasi IEPEeHOCUMOCTh JKapbl, MHOTAA MPUBOJAIIAA K PA3BUTHIO JIMIOTUMHUYECKUX, OOMOPOYHBIX
COCTOSIHUH, 3MU30A1MYecKre 00y B cronax Wi Kuctax. Eciau 6omu B pykax 1e0I0THPYIOT B BO3pacTe
MeHee 3 JIeT, TO Bepu(HUIIMPOBATh UX ObIBACT KpaHE CI0XKHO, T.K. BHEITHE MU30/ 00T BBITJISIUT KaK
UCTEpHKa, TICHXOMOTOpHOE BO30OykaeHHEe. KOCBEHHBIM TMPHU3HAKOM SBISETCS TO, 4YTO PEOCHOK
YyCIOKanBaeTCsl B MpoXJagHoW Bojae (OacceilH), HCMBITHIBAET OOJIETYEHHE, KOIJa JIOKHUTCS Ha
XOJIOHYI0 TIOBEPXHOCTh (Hampumep, KadenpHbI TI0N). B mampHeimeM >kanmo0bl Ha Ooilu B
KOHEYHOCTSIX CTAHOBATCS Oo0jiee YacThIMH W TIOCTENEHHO mpuodOperaoT TtunuyHeie ans bd

ITPOABJICHUSI.

lactposnTeponornueckue MPOsBIEHUS OOJNIE3HM MOTYT OBITh OJHUM W3 TIEPBBIX CHMIITOMOB
3a00yieBaHMsI B JIETCKOM M IOHOIIECKOM BO3pacTe€ W BO3HHUKATh HA TEPBOM JECATHICTUU >KU3HH,
OJTHAKO, B CHUJIy CBOEW MaJloil celM(pUUHOCTH ABIAIOTCS KOCBEHHBIMM MapkepaM b® B coueranuu c
apyrumu Oosiee TUNWYHBIMU cuMnitomamu. Hanbosnee yacto HabmoAa0TCsl CXBaTKOOOpa3Hbie 00K B

KUBOTC, B3AYTHUEC )KUBOTA, HGYCTOﬁqHBBIﬁ CTyJ1, TOIIHOTA, pBOTAa CHHXKCHUE AIIIICTHUTA U I[e(i)I/II_[I/IT BEcCa.
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Crnennduueckoe «MyTOBYATOE» IMOMYTHEHHE POTOBUIBI (TaK Ha3bIBacMas «BOPOHKOOOpa3HAS
Keparonarusi win cornea verticillata) — 4acTelii cuMnTOM B JETCKOM M MOAPOCTKOBOW MOMYJSLUN
nanueHToB ¢ b®d. Ero moxHO 0oOHapyxkuTh B Bo3pacte 4-5 ner. Takasg cnenupuyHOCTb AenaeT
BO3MOKHBIM TPEANONOXKUTh Hanuue bd Ha panHen cragumu. Takne M3MEHEHMs, KaK NIOMYTHEHHUE
XpyCTalMKa B BHJIE PaJHAIbHON 3aJHEN CyOKarCyasipHOW KarapakTbl - «karapakTel Dabpu» u
JIByCTOPOHHEN NEPEAHEN KaIlCyIIPHON M MOAKAIICYJIIPHOM KaTapaKThl PEIKO BCTPEYAIOTCS Y AETEN U

SABIIAIOTCA IATOTHOMOHHWYHBIMHU CUMIITOMAMHU Y B3POCIIbIX OOJILHBIX.

TunuyHbie KOXKHBIE MPOosiBJIeHUs] bD - aHTHOKEepaTOMBbI, TaKKe MOTYT HAOJIIO/IaThCA Y TTAIIUEHTOB YXKE B
JIETCKOM Bo3pacte. llepBbie 2IEMEHTBI 4acTO IMOSABISIOTCS B MOAPOCTKOBOM BO3PACTE, KaK IIPABUIIO,
OBIBAIOT CAWHUYHBIMA W MOTYT MMETh HETHNUYHYIO JOKajau3amuio (yImu, TpydHas KIEeTKa), Ha
CIIM3UCTBIX TOJIOCTU PTa, MOITOMY HMX OOHApPYKEHHUE YAaCTO BEChbMa 3aTPYAHUTEIBHO M BO3MOXKHO

IMOCJIC TIIATCJIbHOTO OCMOTpA.

[TopaxkeHne mouek TakKe 4acTo MEOIOTHUPYET B JIETCKOM Bo3pacTe (B 3-5 JeT), OlHaKO, KIMHUYECKU
OHO HHUKaK HE MpOosBIseTCs. BBISIBUTH €ro BOZMOXKHO TOJBKO JaOOpaTOPHBIMU METOAaMH (CyTOUHAs
JKCKpenus Oenka/anbOymuHa ¢ Mouoil). IlepBbIM nmpu3HAKOM AUCPYHKIIMHM MOYEK, YACTO HMMEIOIIEM
MECTO y JIeTell M TOAPOCTKOB, cTpamaromux bd, sBusercs smu3oanyueckass MUKPOIPOTCUHYPHUS U
MUKpOaNbOyMUHYpHsT (IKCKperusi anpoymuHa ¢ modod ot 30 mgo 300 mr/24 4). B nmampHeiem
anbOyMHUHYpHUSI CTAaHOBUTCS TIOCTOSIHHOM, €€ ypoBeHb yBenumuuBaeTcsi. Kak mpaBuio, Oosnee Tskenoe
MOopaKeHUE MOYEK IS AETe U MOAPOCTKOB HE XapaKTEepPHO, a KIMHUYECKUE MPU3HAKU MOSBISIOTCS Ha

TPETHEM ACCATUIICTHUHN JKU3HU.

CUMITOMBI TOPAKEHHS CEPIACYHO-COCYAUCTON cucTeMbl npu b B mOIpPOCTKOBOM BO3pacTe BEChbMa
CIOXHBI ISl JUATHOCTUKHU. Tak y TOAPOCTKOB OBIBAIOT MEPUOJUYECKHE TOABEMBl WU MaICHUs
apTepuaJbHOTO  JaBIIEHUS, WM, KaKk TpaBujio, OECCUMIITOMHbIE BapUaHTBHl  apUTMUMH,
3aperucTpUpOBaHHBIE Ha AJeKTpokapauorpamme. OpHako, 4YeTKo AuddepeHuupoBaTh paHHHUE

nposiBiieHuss B® oT BO3pacTHBIX BET€TaTUBHBIX HAPYIICHUI B OOJNBIIMHCTBE CTy4aeB HEBO3MOXKHO.

Jpyrumu KkpaliHE pPEAKHUMU HEBPOJOTHYECKUMHU mOposABieHusMu bd y nered, ABISAIOTCA
1epeOpOBaCKyIsipHbIE HAPYIICHUSI, COPOBOXKAAIOIINECS TMOBBIIIEHHBIM PUCKOM HHCYNbTa. MMeroTcs
JUTEpaTypHble JaHHblE O TNAUUMEHTAaX, MMEKIINX [OpexXoJdllue HapylWEeHHUs  MO3TOBOIO

KpoBooOpamenus ¢ 12 et [5].

Hapymienusi cimyxa OTHOCSATCA K TUNUYHBIM TmposBieHusM b®d. K OGonee paHHuUM cumnromawm,
BO3HUKAIOIIMM B JIETCKOM M TOAPOCTKOBOM BO3pacTe, OTHOCATCS IIyM (3BOH) B ymiax (OIHO- WU
JIByXCTOPOHHUI) U TOJIOBOKPYKEHHE K KOTOPBIM C BO3pPAaCTOM MPUCOCTUHSETCS HEHPOCEHCOpHas

TYTOyXOCTb

K menee crenmduuHbiM cuMOTOMaM 3a00JieBaHUsA, PEIKO BCTPEYAIOMIMMCS Y JACTeH U MOIPOCTKOB,
TaKK€ OTHOCSTCA OCOOCHHOCTHM BHEIIHOCTH (M3MEHEHHUs IO THUIy aKpOMErajiuu), HapyIIeHHs
JbIXaHWs, AaHEMUsS, CKEJICTHbIC aHoManuu (Aedopmarus IUCTAIBbHBIX OTIEIOB MeEX(aITaHTOBBIX
CyCTaBOB IMAJIBIICB PYK C HAPYIICHHEM WX TOJBIKHOCTH, YTOJIICHUE KOHIICBHIX (hajaHT MaibIEB IO

TUITY «6apa6aHHI>IX nanoqu»), OCTCOIICHUS, OCTCOIIOPO3, TPCHIUHBI U OSPUTCMATO3HBIC W3MCHCHUA
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IpUOOBUIHBIX COCOYKOB Ha JOP3aJbHON MOBEPXHOCTH S3bIKA; TIIOCCHUT, TPAHYJIEMaTO3HBIN XEWUIINT,

TUIIOTUPECO3, 3aACPIKKaA ITOJIOBOTO PA3BUTHA, ITPHUAIIU3M, U JIP.
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2. JIlmarnocruka 3a00J1eBaHUsI UJIM COCTOSTHUS
(rpynnsl 320071€eBAHAMA UJIH COCTOSTHUI) MEeAUIIMHCKHE
MOKA3aHUS U MPOTUBONMOKA3AHUSA K IPUMEHEHUIO
METOA0B JMATHOCTHUKM

I{I/Ial"HO?; b® YCTAaHAaBJIMBACTCA Ha OCHOBAHUHU COBOKYIMHOCTH AHAMHCCTHYCCKHUX MW KIIMHUYCCKHUX
JaHHBbIX, PE3yJIbTaToOB na60paTopH0ro HUCCICOOBaHUA (6I/IOXI/IMI/I‘IGCKOI‘O H  MOJICKYJIAAPHO-

TCHETUYECKUX MCCIICIOBAHMM ).

3anmono3puth b® mporie npu HAIWYMKM KIACCHUYECKOTO0 BapHaHTa — CHCTEMHOTO 3a00JIeBaHUS C
MOPaXKCHUEM TII0YEK, CEPIALA, KOXKH, HEPBHOW CHCTEMBI, MKEJIYIOYHO-KHUIIEYHOIO TPAKTa, OpraHa
3perns. OMHAKO, TTOPAKECHHUE CEp/Illa WU TOYeK MOXET OBITh €JWHCTBEHHBIM MposiBieHneM bd. YV
TaKUX TMAalMEHTOB OTCYTCTBYIOT KaKuWe-TMOO CHUMIITOMBI 3a00JieBaHMs B JIETCKOM BO3pacTe.
JluarHocTupoBaTh aTUNUYHbIE BapuaHThl b® MOXKHO TOJIBKO ITyT€M CKPUHUHIA TPYIIl PHUCKA.
[Ipennonarate b® cnemyer y Bcex MalMEHTOB ¢ rumneprpodueldl MHUOKapAa JIEBOTO KEIyJouKa

HESICHOTO TIPOUCXOXKJICHUSI U MHCYJIBTOM, Pa3BUBIIMMCS B MOJI0JIoM Bo3pacte (10 40 ser).

Hughgpepenyuanvnas ouacnocmuxa ameuoxepamom. BPISIBIEHHE aHTHOKEPATOM SIBISETCS BaXKHBIM
JUAarHOCTUYECKUM «KJIrouoM» npu bd. Bo BpeMs Kpu30B, CONPOBOXKIANOIIMUXCA JIMXOPALKON H
00JsIMH, aAHTHOKEPAaTOMBI MOTYT OBITh TPHUHITHl 3a TETEXHAJIbHYIO ChIlb, YTO TPUBOAUT K
YCTaHOBJIEHHUIO OLIMOOYHOrO JauartHo3a MeHuHrurta. uddepeHunanbHplil 1UarHo3 ClenyeT Takxke
MPOBOAUTH C HACIEACTBEHHOW TremMopparuyeckoil tenmanrmdkrazuein Penmio-Ocnepa-Bebepa, c
anrnokeparomoit  dopmpaiica, aHruokeparomod Mubennmu W OTpaHUYCHHOW HEBUGOPMHOUN

aHFHOKepaTOMOﬁ TyJIOBHIIIA.

AHTHOKEpaTOMBbI TaK)K€ BCTPEUAIOTCS M MPU JIPYTUX JIM30COMHBIX OOJE3HSIX HAKOIUICHHS: OOJe3HU

Hlunanepa, pyko3uao3e, raHIIMO3M103€, ACAPTATIIIOKO3aMUHYPHH U CHAJIAI03€.

Fbonesou cunopom. bonesoit cunapom npu b® yacto conpoBokaaercs cyoheOpubHON TUXOpAIKON U
noBeimieHHON COD, 4TO 4acToO MPUBOAUT K YCTAHOBJICHHUIO «JIOKHBIX» JMATHO30B: PEBMATOUIHOTO

apTpuTa, peBMATUYECKOM JINXOPAJIKH, APTPUTOB, IPUTPOMEIIAITHH, CUHIpOMA PeliHo.

lloueunas namonozcus. Ilpn U30IUPOBAHHOM MOPAKEHUH MMOYEK MOUYEBOW CHHAPOM MOKET OIIHOOYHO

MHTEPIPETUPOBATHCS KAaK XPOHUYECKUW JIATEHTHBIM TIIOMEPYJOHE(PPUT WU HHTEPCTUIIMATBHBIN

HepUT.

Cepoeuno-cocyoucmas cucmema. CUMIITOMBI CXOAHBI C KapAMOMETajlued WU apUTMUEH HEesICHOTO
reHesa.

Ogmanvmonocuueckue napyuierus. C MOMOIIBIO HIEIEBON JaMIIbl BBISBISIOT TOMYTHEHUE POTOBUIIBI

B BHUJI€ 3aBUTKOB.

Kenyoouno-kuweynviti mpaxm. YKemyaodHO-KHUILIEUHbIE CUMNTOMBI npu b®d umeroT cxoacTtBo ¢

CHUHJIPOMOM pa3ipaXEHHOI0 KUIIeYHHKa, Ooe3Hbp0 KpoHa.

nddbepenmanbapiii quarao3 b® npencrasieH B [Ipunoxenun 2 )
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2.1 /Kaa100bI 1 aHAMHE3

CriekTp BO3MOXKHBIX kasio0 y manueHToB ¢ b® MoxeT ObITh BeCbMa HIMPOKUM H 3aBUCHUT OT (DOPMBI
3a00sieBaHMs (KIACCUUECKON MITM HEKJIACCUYECKOM ), MoJia MmanuenTa (y *KeHIIUH 3a001eBaHue 0OBIYHO
MpOTEeKaeT B 0oJiee JIETKOM U cTepToi (hopme), Bo3pacTa MaHH(peCTauu 00JIC3HU U WHIUBUIYTBHBIX

oco0eHHOCTEN TeueHus 3a00JIEBaHUS.
JKam00b1 1 aHAMHECTHUYECKUE COOBITHS:

e OTATOIICHHBIM CEMEHHBIM aHamMHe3 (00MM B KOHEYHOCTSIX, paHHWE WHCYIBTHI, WH(APKTHI,
XpOHHUYECKas rnovyeyHas HenocrarouHocth (XITH) B cembe);

e YTOMIISIEMOCTb;

e JIeTIpECCHS;

e aHTHOKEpaTOMa <«HIDKE II0siCa»: Ha STOMWIAX, TOSCHHUIIE, IIOJIOBBIX OpraHax, Ha HIKHHX
KOHEYHOCTSIX;

e CHI)XCHHE CITyXa, IIIyM B yIIIax;

e TOJIOBOKPYKCHHUS;

e 00MM B KHUCTSIX U cTomax (MyYHMTEIbHOE YYBCTBO IOKAJIbIBAHUS WJIM TOJ3aHMUSI MypalleKk B
KOHEYHOCTSIX, OOJIBIIIE B KUCTSAX U CTOMaX (aKpomapacTe3un);

 TIOBBIIIEHWE YYBCTBUTEIBHOCTH C JIOKAJU3AIME B 00JIACTH CTOM U KUCTEH;

e 001M B cycTaBax KOHEUYHOCTEH, Oeipax v rojeHsX;

e 0o0seBbIe KPU3bI (3TO XapaKTEPHOE OTIAUYME OT JPYrUX OOJIEBBIX MOJIMHEBPONATHM TOHKUX BOJOKOH
B 1oJib3y bO);

e 0OJIM B )KUBOTE;

e JINXOPAJKa HESICHOTO reHe3a;

e TUIOXas MEPEHOCUMOCTH X001 U JKaPHI;

e TUIIO- WJIA aHTUAPO3;

e XpOHHUYECKas TUapes;

e TIEPEHECEHHBIN UHCYIBT/MHCYIIBTHI,

e TIPU3HAKU MMOPAKEHUS MOUEK (IPOTEUHYPHSI, OBHIIICHHE CHIBOPOTOYHOTO YPOBHS KPEaTHHUHA);

e TIPU3HAKU TMOPAKEHUE CEPJICYHO-COCYIAUCTON cucTeMbl (0oiu B cepaie, nepedou, u3MEHEHUsT Ha
OKI);

e KaTapakxTa;

e [IOMYTHCHHUC POrOBHIIBI.

JKanobwvl u anamues maxdice onucamwl 6pa3()€]l€ (KIUHUYECKAA KapmuHay.
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2.2 Pu3uKaJbHOE 00CTeI0BAHUE

Buvipasicennocmv  kaunuueckux nposenrenuu b® 6 paznom eo3pacme moodxcem eapvuposamv, npu

@u3suKanbHoM ocmMompe MO2ym NposAeIAmsCs ciedyrouue npusHaku bd:

o 2pybbvie uepmul 1UYQ,

* aHIUOKepamoma (8HYMPEHHSsE NOBEPXHOCHb Oedep, KUCMU, HCUBOM, CAUUCHbIE POMOBOU
noiocmu);

o NPUBHAKU YBeTUYeHUsl cepoyd,

o NpU3HaKuU nepughepuueckoco 06016020 CUHOPOMA 6 PAMKAX OUCALbHOU NOIUHEBPONAMULU C
npeuUMyuecmeeHHbIM NOPANCEHUEM MOHKUX B0JIOKOH

e NPU3HAKU NEPEeHeCeHHO20 UHCYIbMA (nape3vl, HapyueHUus peyl,).

I1o0pobHO OaHnnble PuU3UKATIBHO20 00CIE008AHUS ONUCAHBL 8 PA30ele KIUHUYECKAs. KAPMUHAY.
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2.3 JIabopaTopHbIe JMATHOCTHYECKHE MCCIeI0OBAHUS

o PexomeHnnoBano omnpenenenue aktuBHocth AIAJI B msITHaX KpOBHM, BBICYIIEHHBIX Ha
(buabTpOBaIBHON Oymare UM B JIEMKOLMTAX KPOBU BCEM MMALMEHTaM MY>KCKOTO 1oJja (B TOM 4HCIie

Y Ha JIOKJIMHUYECKOM CTauM) JJIsl HOATBEPKACHUS auarnosa [16, 26, 28, 29, 37].
VYpoBeHb yOeIUTEeIbHOCTH peKOMEH1alui — A (YpOBEHb JOCTOBEPHOCTH J1I0KA3aTEILCTB 3).

Kommentapuu: V' myocuun  cuuowcennas — akmuenocmv  AIAJI  sensemcs  docmamouHo
unghopmamusnvim npusnakom bB®D. Oonaxo y mpemu sxcenwun ¢ bD akmusnocme smozo pepmenma
mooicem Ovimv 6 Hopme [17], nosmomy npu nposedenuu epmenmHoco0 Mmecma HCeHWUHAM MO
HYJicHO yuumwvieamo. Ilpaseuna 3abopa Ouomamepuanra 011 NpoBeOeHUs UCCAe008AHUL 8 NAMHAX

8bICYULEHHOU Kposu npusedenvl 8 Ilpunoocenuu I°6.

o PexoMeHI0BaHO NPOBEICHUE MOJIEKYISIPHO-TEHETHYECKOTO UCCIEAOBAHUS I BCEX MALIMEHTOB CO
CHIDKCHHOW akTUBHOCTHIO ¢epmeHTa AIAJl m s aui KEHCKOTO Mojia TPH KIMHUYECKOM
noao3peHn Ha b® u npu HaIMUKUKU pOACTBEHHUKOB ¢ b® B POIOCIOBHON: BBIABICHUE MYyTAallMl B
reHe GLA, xonupyromieM ATI'AJI w1 moaTBEpKIECHHSI OUAarHo3a Ha MOJEKYJISPHO-TEHETHYECKOM
YPOBHE y MYKYMH CO CHIDKEHHOM aKTUBHOCTBIO ()epMEHTa M AJis KEHIIMH C KIMHUYECKUMU

npu3Hakamu b® unu poacTBEHHUKOB MpobaHIa mo MarepuHckoi auHuu [1, 17, 26, 28, 29].
VYpoBeHb yOenuTeabHOCTH peKoMeH1aluu — B (YpoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB 3).

Kommenrtapuu: [lpu nonyuenuu nonoxcumenvbHo2o uid COMHUMENIbHO20 Pe3yIbmama (epmenmHo2o
mecma y MyJdCUuH u y HCeHWUH NPOBOOUNCST NOOMEEPHCOAIOUWUTL MOLEKYISIPHO-2CHEMUYECK UL AHATU3
eena GLA. Ilupoxoe pacnpocmpanenue anneneii ncegoooepuyuma (Hanpumep, p.D313Y),
npUBOOAWUX K CHudicenHou axmusnocmu AIAJI 6 cyxom namue Kpoeu u, uno20a NOHUNCEHHOU, — 8
NetuKoyumax u niasme Kposu, obyciasiusaem 0053amenbHoe 8KII0UeHUe MOEKYIAPHO-2eHEMUYECK020

amanuza 8 1a6opamopuyIo ouacHocmuxy b.

Buisignenue cemeunoti mymayuu ecena GLA Oenaem 603ModCHbIM 00Ci€008aHUe POOCHBEHHUKOB
npobanoa, evlasleHUe 2emepo3ucomuslx HocumenvHuy b®, a makdce nposedenue npenamarvbHou u
NPeUMnIAHMAYUOHHOU Ouaznocmuku. bonvuwuncmeo mymayuii 'y nayuenmog ¢ b® mocym 6vimo
BbIABIEHbL C NOMOWbIO CEKEEHUPOBAHUA 6CeX SK30HO8 U NPUIKZOHHBIX YYACMKOE UHMPOHOE NO
CaHeepy, HO 6 HebONbUIOM NpoyeHme Cryyaes Mymayuro ¢ NpUMeHeHUeM CMAaHOAPMHBIX Memo0os

0OHApPYHCUMb He YOaemcsi.

o PexomeHI0BaHO BceM MalMEHTaM C KJIMHUYECKOM KapTuHOW b®d- ompeneneHne KOHUEHTpauuu
rmoborpuaosunchunrosnta (Lyso-GB3) B msTHax BBICYIIEHHON KpOBHU WIM IUIa3M€ KPOBH IS

OMOXUMHUYECKOTO MOATBEpKAeHUs auardosa [10, 30, 38].
VYpoBeHb yOeIuTEIbHOCTH peKOMEeHAaNN — B (YpOBEHB JOCTOBEPHOCTH JI0KA3aTEILCTB 3).

o PexoMengoBaHo omnpeneneHue KoHUeHTpauuu Lyso-GB3 B mnsTHax BBICYHIEHHOW KPOBU WU

[J1a3sMe KpOBHU BCEM INAIMCHTAM C YCTAHOBJICHHBIM JIHMArHO30M b® nepea HavyajJoM TEpallvi U Ha
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¢done pepmentHo 3amectutenbHON Tepanuu (D3T) ansa OMoXUMHUYECKOTO KOHTPOJIs Jedenus [10,
30, 31, 38].

YpoBeHb yOeTUTETEHOCTH pEKOMEHIaK — B (YpOBEHBb TOCTOBEPHOCTH JOKA3aTEIIbCTB 3).

KommenTapuu: KonmuuecTBeHHOE onpedenenue 2moco buomapkepa no3eosaen Gblis/isimb He MONAbKO
MYHCUUH, HO U dHceHuwuH ¢ BD, umo nonesHo 01 ymouHenuss KIUHUYECKO20 CMAMycd HCeHUJUH -
2emeposu2om, a makxdice Ol paspeuieHuss mpyoHvlX OUAeHOCMuU4ecKux ciyuaes. Bmopoe eadicnoe
npumenenue Lyso-GB3 — smo moHumopune cocmosanusi u d¢hpexmusHocmu mepanuu nayueHmos c
b®. Ilokazano, umo npu adexseamnoti @3T xonuuecmseo cyocmpama 6 niazme Kposu YMeHbULAemcsl.
Ilosmomy yenecoobpasno coenamo xonuuecmeernnoe onpeoeinerue Lyso-GB3 uacmuvio monumopuHea
cocmosaHus nayuenmos ¢ b®, Kax HAxXo0AWUXCS HA NAMO2EHeMUYecKol mepanuu, maxK U HCUGYUUX
oe3 @3T. Oonako, cnedyem yuumwvieams, umo oadice y nayuenmos, nonyyarowux P33T yposenv, s3moco
memaobonuma NpakmuyecKku HuKoeoa He oocmueaem HOPMAIbHuIX 3HaueHull. Ilpasuna 3abopa
ouomamepuana 0 NpoedeHuss UCCIe008AHUNl 6 NAMHAX BbICYULEHHOU KpPOSU NPUBEOCHLL 6

IIpunoscenuu I'6.

o He pexomenayercsi mpoBereHrHe OHWOIICHMM M TIaTOJOTO-aHATOMHYECKOTO WCCIICIOBAHHS TKaHEH

MOYKH W cepila JUis TMalUeHTOB C KIMHWYECKHM TMomo3peHueM Ha b®d nns moaTBepkaeHus
nuarnosa [13, 26, 29].

VYpoBeHb yoenutenbHOCTH pekoMeHaanuu — C (YpoBEHb JOCTOBEPHOCTH JOKA3aTEIIbCTB S).

Kommenrapuu: Hecmomps Ha mo, umo 0anHvle Memoobl UCCIe008aHUSL MO2YM ObIMb UCHOIb306AHbL
onsi  ouggepenyuanvroi  Ouachocmuxu b, npeonoumenue OondcHo omoasamvcsa  MeHee
UHMEPBEHYUOHHBIM ~ MEMOOAM  UCCLEe008AHUSl, MAKUM KaK (hepMeHmuas OuacHOCmuKa uiu

MOJEKYJIAPHO-cEHEMUUECKoe obcnedosanue

o PexoMeHI0BaHO TIpOBeACHHE  J1A0OPATOPHBIX  HMCCJACAOBAaHWN  COIIaCHO  KIMHUYCCKUM
pekoMeHaanuaM 1o BeaeHuto manueHToB ¢ XIIH mpu Hamnuwmm y nanmenta ¢ b® npuszHakos

MOPaXKEHHUS TTOYEK C LIEJIbIO0 OLIEHKH COCTOSIHUS TIOUEK He pexke 1 pa3za B 6 mecsues [26, 28, 29].
VYpoBens yoenuTeabHOCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).

o PexomeHngoBaHO TmpoBeleHUE  J1a0OPATOPHBIX  HCCIEAOBAHUM  COMMACHO  KIMHUYECKUM
PEKOMEHJAIMsAM TI0 BEACHHUIO MAIMEHTOB rurnepTpoduyeckoil kapaumomuonarueit (KP283) mpu

Hanuuyuu y nanuenta ¢ b® npusHakoB nopaxeHus: cepAaeuHon Mbiisl [13, 26,28,29].
VYposeHb yoenutenbHOCTH pekoMeHaanuu — C (YypoBEHb JOCTOBEPHOCTH JOKA3aTEIIbCTB 4).

o PexoMeHI0BaHO BHE 3aBHCHUMOCTH OT KIMHUYECKUX MPOSBICHUN PETYISIpHOE ONpeiesieHue
KOJIM4YecTBa Oesika U aabOyMHHa B CyTOYHOU MOYe (MHUKPOATIbOYMUHYPHUH/ IPOTEUHYPHUH), @ TAKKE
MIPOBE/ICHNE OIICHKM YPOBHS PacueTHOW ckopocTu KiyboukoBoi ¢uibrpanuu (CK®) ucxomHo u
nanee He pexe | pasa B 6 MecslleB BCEM IMAlUEHTaM C YCTAHOBJICHHBIM Auar€Ho3oM bd wu
0€CCUMITOMHBIM IMalIMEHTaM, BBISIBICHHBIM MIPU CEMEMHOM CKPUHUHTIE AJIs BBISBICHUS MATOJIOTUU
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VYpoBeHb yOeIUTENbHOCTH peKOMEHJalu — B (ypoBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB 2)

PekomeHaoBaHO K n3y4yeHuto pegakropamu canta MeaYHumeep - https://meduniver.com/



2.4 NucTpyMeHTA/IbHbIC JUATHOCTHYCCKUE
UccJIe0BaHUSA

o PexoMeHI0BaHO 117151 BBISABICHUS MOpPAXEHUs! OEJIOro BEIleCTBAa T'OJIOBHOTO MO3Tra, MIIEMUYECKUX
ouaroB y nauueHToB ¢ b® npoBoaute MPT rosoBHOro mMo3ra npu yCTaHOBIIEHWH JMAarHo3a U HE
pexxe 1 paza B rog B ciiydae, €CiM M3MEHEHMsI ObLIU BbIsiBIEHBI 10 Hadana O3T unu 1 pa3 B 36

MeECSIIEB, €CJIM U3MEHEHHUS ObLIIN BhIsIBIICHBI MTocie Hadana 3T [26-29, 40].
VYpoBeHb yOenuTeIbHOCTH pekoMeHaauu — B (YpoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB 3).

Kommentapmii: Ilpu MPT 2onoenoco mosea y nayueHmos mMocym OOHAPYHCUBAMBCA UMEMUYeCKUL
UHCYTIbM, MUKDPOKPOBOUBNUAHUS U BHYMPUMO3208ble 2eMaAmoMbl, USMEHEeHUs 6eloco eeujecmea
(netixoapeo3) u cepoco eewjecmea (Kanvyupuxayus 3a0He20 Manamyca), a makadisce cocyoucmole
manehopmayuu, NpeuMyuecmeeHHo NnpeoCmasieHtvie OONUXOIKMAUAMU  8ePMedPOOA3UTAPHOL
apmepuu. Omu usMeHeHus He ABIAIMCA 8blcoKocyeyupuunvimu 0ns b®, mozym ecmpeuamvcs y

nayueHmos ¢ Opy2otl namono2uell.

o PexomengoBano nanuenram ¢ b® koHcynpTanys Bpada-kapauosora He pexe | pasa B 6 MecsiueB U
KapIuoJiornyeckoe  oOcClenoBaHue, BKJIOYAroLlee  3xokapauorpaduio  (Ipu  MEPBUYHOM
oOcienoBannu U nanee He pexe 1 pasa B 12 mecsieB), 12-xkananpayro OKI' (mpu mepBuuHOM
oOcnenoBaHuu U jainee He pexe | paza B 12 MecsieB), XOATEPOBCKOE MOHUTOPUpPOBaHUE (IIpU
NepBUYHOM 00CIIEIOBAHUHU U Jjajiee He pexe 1 pa3a B 12 mecsl1ieB) Jjisi CBOEBPEMEHHOTO BbISIBICHUS

W/WJIM MOHUTOPHUHTA KapAHOJIOTHYECKUX u3MeHenui [9, 11, 26 -29].
VYposensb yoenuteabHOCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).

Kommenrapuu: Xapaxmepnvim npusnaxom nopasicenusi cepoya npu b sensiemcsi eunepmpodhusi
N1e6020 JHCETYOOUKA, KOMOpas Mmodxcem Ovimb ebissiena ¢ nomowio IKI, sxoxapouocpaguu u
MACHUMHO-PE30HAHCHOU  momozpaduu. /s oyenku GyHkyuu cepoya NpuMeHsiiom mraHeyio
donnnepaxokapouozpaguio (donniep-OxoKI'), pe3yrbmamel KOMOPOU MO2Yym UMEMb BANCHOE

3HAYeHue 8 OUAcHOCmuKe 6ecCuMnmomMHO20 nopasiCerus cep@ua.

o PexomMennoBaHo mamueHtam ¢ b® B kapamosioruueckoe oOciemoBaHUE Takke BKIo4arh MPT
cepana (Mpu TEPBUYHOM OOCJICAOBaHMM | Jajee He pexe | pasa B 12 mecsameB) s
CBOEBPEMEHHOTO BBHISBIICHUS W/WJIM MOHUTOPHHTA KapIUOJOTHMYECKUX W3MeHeHui [9, 11, 26 -29,
41].

VYpoBeHb yOenuTeIbHOCTH peKOMeHAauu — A (YPOBEHb IOCTOBEPHOCTH JJOKA3aTENbCTB 1).

o PexomengoBano BceMm mnamueHtam ¢ b® ocmorp BpadoM-odTanbmonoroM (IpU MEPBUYHOM
oOcrmeoBaHMM W Jajee He peke 1 pa3a B 3 roAa), BKIIOYAIONIUMN HMCCIICIOBAHHUE IEPETHETO
CEerMeHTa TIa3a METOJJ0M OOKOBOTO OCBEIICHHUS, OpeesieHre Ne(hEeKTOB MOBEPXHOCTH POTOBHUIIBI U
oOcneroBaHrEe MIa3HOTO AHA (OPTaTbMOCKOIHUM) C IIEJIbIO BBISIBICHUS IMOMYTHEHUSI POTOBUIIBI U

Jpyro# rmasHou narosoruu [1, 15, 26-29, 42].

YpoBeHb y6eI[I/ITCJE>HOCTI/I BGKOMGHI[&HI/II/I - B é)OBeHB JIOCTOBE HR/ICTI/VIOKa?:aT JIBCT? 3. .
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KommenTapuu: C nomowbwio wujenesoil 1amnol 8blA6ISI0M NOMYMHEHUE PO208UYbl 8 BUOE 3AGUMKOE.
Cxo0Hble usMeHeHUs: po2osuybl HAOIIOOAOMCA NPU YROMpedieHUU 1eKapcme U3 epynnvl X10poXuHos
unu amuooapona. Ilpu obcnedosanuu 2nazno2o OHa 3a4acmyro Habar0O0aemcs 3a0Hss CYOKANCYIApHAs

Kamapaxkma u nopasicenue COCy008 cemuamku, 4mo moacent npueecmu K msiocenou nomepe 3perHus.

o PexomengoBano mnaumventaMm ¢ b®d B Bo3pacTe crapmie S5 JIeT TOHaJbHAs ayIUOMETPUS
o0ciieJoBaHrE MPU NEPBUUYHOM OCMOTpPE M Jajee He pexke | pasa B 3 roja c I€NIbIO pPaHHEro

BBISIBIICHUS HApYILIEHU cityxa [26-29].

VYposensb yoenuteabHOCTH pekoMeHaannu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).
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2.5 Uuple TMArHOCTHYECKHE MCCJIeIOBAHNSA

o PexomeHgoBaHa KOHCYNbTallMs Bpada-neauarpa JETAM C YCTAHOBIEHHBIM auarHo3om bd ecnu
OHM HE MPOBOAWIOCH B MPEIIIECTBYIOMME 6 MECSIIEB /ISl OLICHKH OOIIETO COCTOSHUS 3I0POBBS U

Omnpe/iesiCHUs TaKTUKU JaJibHEnIe Tepanuu [26-29].
VYpoBeHnb yoenutenbHOCTH pekoMeH1anuu — C (ypoBEHb JOCTOBEPHOCTH JOKA3aTENIbCTB J).

e PexomeHpoBaHa KOHCYJIBTAIMSI Bpada-TepareBTa JJisl malyenTa ctapuie 18 jJeT ¢ ycTaHOBJICHHBIM
nuarHo3om b® eciu oHM HE MPOBOAWIOCH B MPEAIIECTBYIONIUE 6 MECSLEB ISl OLICHKU OOIEro

COCTOSIHHS 3JIOPOBbSI M ONIPEAEIIECHUS TAKTUKH JabHEWIIe Tepanun[26-29].

VYpoBens yoenuTeabHOCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).
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3. Jleyenue, BKJIKOYAST METUKAMEHTO3HYIO 1
HeMeIUKAMEHTO3HYI0 Tepalluu, TUeTOTEPAIHUIO,
00e300/1MBaHNe, MEIUIIMHCKHE NTOKA3aHUA U
IPOTHBONOKA3AHNA K IPMMEHEHUIO METO/I0B JIeYeHHUS

Jlns marorenetuyeckoro jeueHus b® paszpaborana ¢pepMeHTHast 3aMecTUTENbHAS Tepamnusi, HO BCEM
[alMEeHTaM OJHOBPEMEHHO IIPOBOAUTCA CUMIITOMATUYECKOE JICYEHHE OCHOBHBIX OCIIOKHEHUMU

3200JICBaHUA.

3.1 IlaToreHeTn4YeCcKoOE JJCUCHUE

e PexomengoBano mposeneHue 3T BceM mMmanMeHTaM MYKCKOTo IOjia Mociie Bepudukanuu
nuartoza JsaboparopubiMu  MetonamMu. DO3T cnocoOCTByeT CHIKEHHMIO MacChl cepila Hu
yMeHbIIeHnI0 HakorieHHs: Gb3 B moukax, TOTAa Kak BIUSHUE Ha MOPaKEHHWE HEPBHOW CHUCTEMBI

YCTaHOBJICHO B MEHbIIIEH cTenenu [44, 46, 48].
VYpoBeHb yOeTUTETbHOCTH peKOMEH 1A — A (YypOBEHBb JOCTOBEPHOCTH J0Ka3aTEILCTB 1).

Kommentapuu. Kpumepuu nasnauenus @D3T npusedenvr 6 npunodcenuu 1'3. B Poccuiickou
Deoepayuu 3apecucmpuposano 2 npenapama onra P3T FD — acancuoaza arvpa™* u acancuoasza
bema**. Aeancuoaza anvha™* u acancuoaza bema™* ovinu 3apecucmpuposamvl 6 mupe Ha 0CHOBAHUU
pe3yIbmamos — paHOOMUBUPOBAHHBIX, — NAAYEOO-KOHMPOIUPYEMbIX — UCCIe008AHULl, 8  KOMOPbIX
3amMecmumenbHas mepanust YMeHbUlania 8blpadCeHHOCb HeBPONamu4eckoll 00U, 8bl3bl8and peapecc
aunepmpouu  1e6020 JicenryoouKa U Cmadunuzayuro QYHKYuU NoYeK, 3ad0eprcusanrd pazsumue
NOYEYHOU U CepOedHO-COCYOUCMOLl HeOOCMAamoyHocmuy no cpasuweruio ¢ niayedo. Ilo oanHvim
CUCTEMAMUZUPOBAHHO20  0030pa  aumepamypul, 3QGexmusHocms  3amMecmumenvHolu  mepanuu
usyuanace no Kpauneu mepe 6 48 npocnekmueHvix UCCIed08aHUSIX (KOHMPOIUPYEMbIX ULU
Haonooamenvhovlx). B 22 uz nux npumensiu azancuoasy aivgha**, ¢ 22 — acanrcuoaszy bema**, a 6 4
uccne008anusx oOviiu 0600wenHbl pe3yibmamsl npumerenus oboux npenapamos [19-22]. B yenom
pe3yibmamsl SMux uccie0os8anull noomseepounu onazonpusmusiil o¢pghexm 3T na ghynkyuro cepoya u

no4yeK, Hesponamu4eckyro 00b U KAuecmeo HCU3HU nayuermoe, yjiaydulernue ciyxa u 6ecmu6yﬂﬂpﬂoﬁ

QyHxyuu.

B Hacmosiwee epems ucciedo8anuil, 8 KOMOPLIX 8 X00e NPIMbIX CPABHEHULl ObLiu Obl NOTYYeHbl
ybeoumenvbHvle 00KA3AMeNbCmMed Npeumyuecmea (Uiu Omcymcemeusi makoevlx) npumeHeHusi 00H020 U3
Gepmenmos, nem [50]. Aeancuoazy anvgpa** e6ooam enympueenno 6 doze 0,2 me/ke 00un pas 6 oge
Hedenu, azancuoaszy bema™* — enympueenno 6 0oze 1,0 me/ke ooun paz é ose neoenu. lloopodHo
npU2OMoGieHue pacmeopos 0 66e0eHUsl ONUCAHO 8 UHCMPYKyuu K npenapamam. llepsvle esedenus
npenapamosg 00JdiCHbl Oblmb coenanvl 8 ycaosusax cmayuonapa. Oba npenapama He cooepicam

KOHCEp8aHmos u noo1excanm HemeoaleHHOM) 66e0eHUI0 NOCTe NPU2OMOBIEeHUs pAcmeopa OJisl UHGY3UU.

B cjllyuae HenepeHocumocmu (pa36umuu CEPBLE3HDBIX HeotceamelbHblx noOOYHBIX peam;uzl), 603MOIHCEH

nepexoo ¢ 00HO20 npenapama Ha Opyeou. Pewenue o 3amene nexapcmeennozo cpeocmea
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npuHUMAaencsl KOHCUIUYMOM cneyuaiucmos, a nayuerm ujiu e2o 3dKOHHble npe@cmaeumeﬂu O00JIICHDL

ObIMb NPOUHDOPMUPOBANBL O NPUYUHE 3aMeHbl Npenapama u OalbHetulel MmaKmuke 6€0eHUsl.

Bseoenue D3T nposodumcs pe2yiapHo npu HAAUYUU NOKA3AHUL, 6 CIyYde OCIO0HCHEHHO20 MeYyeHUsl
OoNe3HU - 8 YCNOBUAX KPY2IOCYMOUYHO20 CMAYUOHAPA, 8 CMAOUILHOM COCMOSAHUU — 6 CMAYUOHApe
OHesHo20 npebvlganus uiu amoynramopHo 1 paz 6 2 nedenu. Cnedyem obpawyams SHUMAHUE HA
coON0OeHUe UHMEPBANO8 MedHCOy UHDYUAMU U HeOONYCMUMOCHb Nepepuléod 8 mepanuu, m.K.
HapyuleHue pexcuma jiedeHus CONposoNcoaemcs NOmeHYUdaIbHblM PUCKOM YXYOULeHUSI COCMOSHUSL
nayuenma u npoepeccupoganus cumnmomos bD. Bce nayuenmvi ¢ BD Oondchbl npoxooums

KOHMPOJIbHble 00C1e008aHUSL (MOHUMOPUHZ) C YelbI0 OYEHKU dhhexmusHocmu i1edeHusl.

llobounvie s¢hghexmul. I[lepenocumocmov DP3T 06b1yHO Xxopoutas. OCHOBHBIMU HeNCELAMENbHbIMU
agphexmamu mozym Ovimb peakyuu Ha 66edeHue npenapama (03HOO, AUXOPAOKA, MOWHOMA,
maxukapous, 3y0, muaneus, 601U 6 KOHeYHOCMSX, 20/108HAsl 00b, 00b 8 2pyou), 8 OCHOBHOM JecKue

UlU YMEPEHHO 6bIPAINCEHHbLE.

B cnyuae pazsumus masgcenvix peakyutl NOGbIUEHHOU YYBCMEUMETbHOCIU UIU AHADUIAKMULECKUX
peakyuli. HeoOXo0UMO HeMeONeHHO NPeKpamumov UH@Y3UI0 U HA4amv mepanuro ¢ CoOno0eHuem

COBPEMEHHbLX Cl’l’lClH@ClleO@ OKA3AHUSL HEOMTLONHCHOU MGOMMMHCKOﬁ nomowu.

o PexoMeHI0BaHO y JUI] MY>KCKOTO Tojia ¢ kiaccuueckoi gopmoit b ®3T nHaunHaTh ¢ MOMEHTA

yCTaHOBJIEHUS AuarHosa [26,45, 46, 48].
VYpoBeHb yOenuTeabHOCTH pekoMeHaauu — A (YpOBEHb JOCTOBEPHOCTH JI0KA3aTEIbCTB 3).

e PexomengoBano xeHmmHaMm ¢ b® nHaumnate P33T npu HanMUMM CIAEAYIOMUX KIMHUYECKUX
IPOSIBIICHUN 3a00JIeBaHUs, CHW)KAIOIIMX KAaueCTBO KM3HU W/WIM, NPU3HAKU NPOTrPECCHPYIOILErO
MOPAKEHUsSI OpraHOB-MUIICHEH: Kpu3bl Pabpu W/MUiau PE3UCTEHTHAs K CTaHAAPTHOM Tepanuu
pelMIMBUpYIOLIAs WM XPOHHWYECKash HeBponaThueckas Ooyib B KUCTAX M CTOHax M\WIU
NEPCUCTUPYIONIAsT MPOTEUHYPUST M\IJIM CHIDKEHUE CKOPOCTH KIIyOOouKoBOM (uibrpanuu <80 mur/
MuH/1,73 M2 u\unm nopakeHue ceplua M\WIM HapyLIEeHUsS MO3TOBOTO KpOBOOOpAIIeHHs W\WIN

UILIEMUYECKHUE U3MEHEHUSI TOJIOBHOTO MO3ra, BbisiBiieHHbIE Ipu MPT [47,48].
VYpoBeHb yOeIUTEIbHOCTH peKOMEH1alui — A (YypOBEHb JOCTOBEPHOCTH J0Ka3aTEIbCTB 3).

» He pexomenaoBano nmanueraram ¢ b® nposeaenne O3T B crenyronmx ciaydasx: 0epeMeHHOCTh U
MEepUOJl KOPMJICHUSI TPYAblO; MPUCYTCTBUE JPYroro OMACHOTO JUIsl KU3HU 3a00J€BaHUs, MpPU
KOTOPOM TMPOTHO3 BpsiA Jin OyaeT ymnydmieH ¢ moMomipio D3T; y KOTOpBIX HMEIOTCS OYCHb

CEPHE3HBIE OCIOKHEHUS (HATPUMED, TSKEIbI HHCYIIBT, peaHUMAIIMOHHBIE MallueHTh)[48].
VYposensb yoenuteabHOCTH pekoMeHaauuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).

Kommentapuu. Kpumepuu ommenvt @3T npusedenvt 6 npunodicenue 1'4. Ixcnepmol cuumarom, 4mo
OMMEHAMb JleueHUe Y NayueHmos ¢ maxceiou noweynot neoocmamoyrocmoio (CK® <45 mn/mun/1,73

M2 ¢ xoppekyueu no eozpacmy (> 40 nem: —I1 ma/mun/1,73 m2/200)) ne cnedyem. Ananocuuno, He

ciedyem omMensgL mevyente ¥ MO IGs J OUATYSC. DANCE QAT U e ROQXOOII. I



MPAHCNAAHMAYUYU NOYKU, U ) NAYUEHINOE CO CHUMNCEHUEeM KOSHUMUBHLIX QYHKYULL T1000U dMUOIO0SUU.
Hauano u npooonscenue @3T y maxux nayuenmos OOIHCHO pACCMAMPUBAMbC 8 UHOUBUOYATLHOM

nopsioxe.

3.2 CumMnroMaru4eckasi Tepanus

[To cumnromarnueckoil tepanuu b HET paHIOMH3UPOBAHHBIX KOHTPOJUPYEMBIX HCCIENOBaHM. B
myOIMKaUsX MPUBEIEHBI PEKOMEHIAIMU, KOTOPBhIE OTPaXKal0T HKCIIEPTHOE MHEHHUE CHEIHAINCTOB U3
pPa3HBIX CTpaH M ONBIT JIEYEHUS Pa3HBIX KOTOPT NALMEHTOB B pPa3HbIX KIWHUKaX. [IpuMeHeHue
OOJIBIIMHCTBA MPEraparoB s Teparnuyd HeBpONmaTuyeckor 00U AJsl IeTel U B3POCIbIX, TPOBOAUTCS
«BHE MHCTPYKLHMW», IIO3TOMY HE NPEJICTABICHBI B BUJIE Te3uca-pekomeHgaunu. OgHako, mpenaparsl
MOTYT OBITh Ha3HAUEHBI MAlMEHTaM IO PEHIeHHI0 BpaueOHO#l komuccuu [35, 51]. YV mamueHToB C
XPOHUYECKOM HEBPOMATHUECKON OOJNBI0 M aKpOIMapecTe3WsIMU CIEAYeT MO BO3MOXHOCTH yCTPAHHUTH
(dakTophl, MPOBOIUPYIOIIME TOsBICHUE OO0NM, Hampumep, Oonbliue (u3NUecKre HarpysKH,

SMOLIMOHAJIBHBIN CTPECC, U3MEHEHUE TEMIIEPATYPBhI.

e Pexomenayercs nauuentam ¢ b® u ¢ gucnencueil Ha3HaueHUE MpPENapaToB TPYIIIbI OJI0KaTOPOB

Hj-ructaMuHOBBIX peLIENTOPOB UM UHTMOUTOPOB IPOTOHOBOIO Hacoca [26-29].
VYposeHb yoenutenbHOCTH pekoMeHaanu — C (YpoBEHb JOCTOBEPHOCTH JOKA3aTEIIbCTB S).

o Pexomenayercsi y nauueHToB ¢ b® i1 ymMeHbIIEHHUsS] MPOTEHMHYPUHU M JICYCHUS apTEpPUaIbHON
TUNEPTOHUH TpUMEHATh HHruOutopel AIlD wu OGmokatopsl peuentopoB aHruoreHsuHa Il

oOyafarommMy He(POIIPOTEKTUBHBIMU CBOMcTBaMH [26-29].
VYpoBenb yoenuTenbHOCTH pekoMeHaanuu — C (YpoBeHb IOCTOBEPHOCTH JI0Ka3aTelIbCTB J).

o Pexomenayercss y mamueHtoB ¢ b®  npu  pubpuwmnsaumm  mpeacepauil  MPOBOAMTH

aHTUKoaryiasiHTHyto Tepanuio BO1AAO3 Bappapunom™* [26-29].

VYpoBensb yoenuTeabHOCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).

3.3 Xupypruueckoe Jje4eHue

o PexomeHayercsi B ciiyyae pa3BUTHUS TEPMUHAIBHOW MOYEYHOM HEIOCTATOUHOCTH y MALIMEHTOB C

b® nedyenune reMoauaaTn3oM U/ WA TPAHCIUIAHTAIIUIO IMTOYKHU [26-29, 52].
YpoBeHnnb yoenureabHOCTH pekoMeHAanMu — C (YpOBeHb 10CTOBEPHOCTH I0KA3aTeJbCTB 4).

KommenTapum: TpaHcruianTanus modek namueHram ¢ b® npu pa3BUTHM TEPMUHAIBHOM MOYEYHOU
HEJOCTAaTOYHOCTU  IPOBOJUTCS B COOTBETCTBMM C  METOJWYECKMMH  PEKOMEHJALUSIMU

«Tpancrmantamus noukuy [D: MP34 (http://cr.rosminzdrav.ru/).
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e Pexomenayercs nanuentam ¢ b® c arpuo-BeHTpUKYISIpHOW OJIOKaAONH UMIUIAHTALUS BOIUTEIIS
pUTMa, a IPU HAJIUYUM YTPOXKAIOIIMX JKU3HU apuUTMUN — KapAuoBeprepa-aepuOpuuatopa B
COOTBETCTBMUM C pa3paOOTAHHBIMM KIMHUYECKHMH PEKOMEHJALUUsAMU Ul JICUEHUS JaHHOUN

narojoruu [53].
YpoBennb yoenureabHOCTH pekoMeHAanuu — C (YpoBeHb J0CTOBEPHOCTH I0KA3aTeJbCTB 4).

° PeKOMeH)]yeTCﬂ o >KeJlaHu mnauueHta ¢ bd YAQJICHUC aHT'MOKEPATOM C IIOMOIIBIO aproHOBOI0

nazepa [54].

YpoBeHb yoeauTeabHoOCTH pekoMeHaanuu — C (ypoBeHb I0CTOBEPHOCTH JI0KA3aTeIbCTB 4).
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4. MequuMHCKASA peadUIUTANMA U CAHATOPHO-
KYPOPTHOE JIeYeHH e, MeTUIIUHCKUE OKA3AHUA U
IPOTHBONOKA3aHNA K IPUMEHEHUI0 METO10B
MEAMIMHCKON peaduIuTaluu, B TOM YHUCJIe
OCHOBAHHBIX HA UCIOJIbL30BAHUM NPUPOIHBIX
JJe4eOHbIX (PAKTOPOB

e Pexomenayercst s manueHToB ¢ b® ¢ BbIpak€HHBIM OOJEBBHIM CHHJIPOMOM U CKJIOHHOCTH K

MICUXO3MOLIMOHAJIBHBIM PACCTPOMCTBA OKA3aHUE PETYISIPHON ncuxonorunyeckoi nomomu [ 1,27, 55].

YpoBeHb YOeAUTEIbHOCTH PeKOMeHAaunu — B (YpoBeHb 10CTOBEPHOCTH J0KA3aTEJbCTB 3).
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S. IIpoduiaakTuKa ¥ AUCIAHCEPHOE HAOJIIOIEHHE,
MEIUIMHCKHNE NMOKA3AHUSA U MPOTUBOINOKA3AHUSA K
NMPUMEHEHHUI0 METOA0B NPOPHIAKTUKHA

llayuenmor ¢ BD nyxcoaromces 6 nOCMOAHHOM KOHMPOJEe COCMOSHUAL PA3IUYHBIX CUCTEM OP2AHO8 U
HabnooeHuu epavell pasuvl cneyuanvrocmei. [Ipumepnuviii nian obcredosanus nayuenmos ¢ bd
npusedern 6 Ilpunoxcenuu I'5, HO 8 CpoKu u 00bEM UCCNE008AHULL TleUaUUM 8paA4omM Mo2ym Oblmb

6HECEHbL KOPPEKMUBLL C y4Uenmom ocobennocmetl mevyenus 3a00/1e6aHUs Y KOHKpemHozco nayuerma.

° PEKOMeHIlyeTCﬂ NoCJIC YCTAHOBJICHUSI OUArHo3a IIallUCHTY C b® wumu ero O(i)I/II_[I/IaJ'II)HBIM
NpCaACTaBUTCIIAM, KOHCYJIbTAllUs Bpada-TCHCTHUKA C ICJIbIO pacdCTa rCHCTUYCCKOIO PUCKAa B CCMBC,

aHaIM3a POAOCIOBHON U 00CYKICHUSI BO3MOKHOCTEH MpeHaTaabHOU TUarHocTuku [28, 56].
VYposenb yoenuTeabHOCTH pekoMeHaaunu — C (YpoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB 4).

KomMenTapuu: ['eMH3UTOTHBIE MYXYHMHBI WMEIOT €AMHCTBEHHYI0 MYTAaHTHYIO X-XpOMOCOMY, YTO
orpenesseT Kiaccuueckuii peHotun 6ose3nu. OHU NepesaroT MyTaHTHYI0 XPOMOCOMY TOJIBKO CBOMM
J0YEPSIM, HO HE CHIHOBBSM. TakuM oOpa3zom aodepu OosbHbIX BD OTIOB MMEIOT OJJHY HOpMaIbHYIO U
OJIHy MYTaHTHYIO XPOMOCOMY, T.€. SIBIISIFOTCA TE€TEPO3UroTaMu. B omiuunu oT Apyrux X-CLETIEHHBIX
3a00yieBaHM OBIJIO TIOKa3aHO, YTO Yy YAaCTU TETEPO3UTOTHBIX JKEHIMWHBI ¢ MyTanueid reHa GLA
pa3BuBaroTCs TsoKenble mnposiBieHus bd, TpeOyromye MeIUIMHCKON IMOMOIIM M BMEIIATEIbCTBA.
MexaHu3M, MOCPEACTBOM KOTOPOIO y TETEPO3UTOTHBIX JKEHIIWH Pa3BUBAIOTCS >KU3HEYTIPOXKAIOIIUE
CUMIITOMBI, HE JI0 KOHIIa M3BECTCH. Y OONBIIMHCTBA M3 HUX UMEETCS MOYTH HOPMAJIbHBIN YPOBEHD
HUPKYJIUPYIOUIEro (epMeHTa 3a CYeT TOTo, YTO CIy4YalHBIA MPOLIECC MHAKTUBALUHU X-XPOMOCOMBI

(J1alioHM3a1MsT) IPUBOJIUT K 00pa30BaHUIO KaK NE(OUIUTHBIX, TAK U HOPMAJIbHBIX KJIETOK.

Y4uuTeiBas THN HACIEIOBaHUS JAHHOTO 3a0oiieBaHus (X-CUEMJICHHBIN) IS KaKIOW MOCIEIYIOIIeH
OepEeMEHHOCTH:

e Yy )KCHIIMHBI-HOCUTEIBHHUIIBI MyTallMU PUCK POXKACHHUS OOJBHOTO Manbunka cocTaBisieT 50%, puck
POXIECHUS I€BOYKU-HOCUTENBHUIIBI MyTauu — 50%;

e Yy MY)XYUHBI-HOCUTENS MyTAllUHA PUCK POXKICHUS JEBOUYKU-HOCUTEIbHULBI MyTanuu — 100%.

B cempsx, rae ecTp mauyeHThl ¢ YCTAHOBJIEHHOW MYyTAallMEN, CYIIECTBYET BO3MOXKHOCTH ITPOBEICHUS
IPEUMILIAHTALIMOHHON U MPEHATAIIBHOW JUArHOCTUKU. [IpeHaranbHass 1uarHoCcTuKa BO3MOXKHA IIyTEM
n3mepeHus: akTuBHOCTH AIAJI B KieTKax BOPCHH XOPHOHA, a TAKXE METOAAaMU MPSIMOM WU

kocBeHHOU JIHK-auarHocTuku ajist ceMeit ¢ M3BECTHBIM I€HOTHIIOM.

o Pexomenayercsi y mnammeHtoB ¢ b® mna npoduiakTuku WHCYABTA JUIMTENbHAs Teparus
AIeTUIICATTUIIMIIOBON KHUCJIOTOM, TPEXKIC BCEro MPH HAIWYWW JTOTIOJHUTEIBHBIX (DAKTOPOB pHCKa
(TOKMIION BO3pACT, TPAaH3UTOpPHAS HWINIEMHUYECKas aTaka B aHaMHE3€, apTepualibHas THUIECPTOHHS,
aputmun) [36, 43, 57].

VYposeHb yoenutenbHOCTH pekoMeHanuu — C (YpoBEHb JOCTOBEPHOCTH JOKA3aTEIIbCTB 4).
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6. Opranu3zanus OKa3aHusl MeJIUIUHCKON IMOMOIIH

IToxazanus a5 JIaHOBOM TOCIIUTAIN3AIMU B MCIUIMHCKYIO OpTaHU3alnIO:

 [IpoBenenue AMArHOCTUKH U JICUCHHUS, TPEOYIOITUE KPYTTIOCYTOYHOTO MEIMIIMHCKOTO HAOIIOICHNUS,

o CocrosiHue, TpeOyrolee aKTUBHOTO JICYCHHUS U KPYTTIOCYTOUHOTO MEIUIIMHCKOTO HAOIIOICHNUS,

e Cocrosinue, TpeOyroliee MPOBEACHUS BBICOKOTEXHOJIOTMYHBIX METOJOB JI€YeHUs (B TOM 4YHUCIE
TPAHCIUTAHTALMS OPTaHOB, UMITJIAHTAIUS BOIUTENS pUTMa, KapAuoBepTepa-aehuoOpuisTopa);

e OtcyrctBue Bo3MOkHOCTH obOecmeueHuss 3T B amOynaTOpHBIX U CTAIMOHAPO3aMEIIAOIINX
YCIIOBUSX;

e HeoOxonuMocCTh MpOBEACHUS Pa3IUYHBIX BHJIOB SKCHEPTU3 WIM OOCIEAOBaHUS B MEIUIIMHCKON
OpraHu3allid TMPU HEBO3MOXKHOCTU TMPOBEACHHUS MX B aMOyJaTOPHBIX YCIOBHUAX, TPeOYyIOIIMX

JTUHAMUYECKOTO HaOMoneHus (B ToM 4yuciie oopMiIeHUE 3aKIIIoueHus (heepaTbHOr0 KOHCUITUYMA).
[TokazaHust K SKCTPEHHON TOCTIMTAIU3AINN B METUIIMHCKYIO OPTaHU3aIIHIO:

e Octpsle 3a00eBaHus, OOOCTPEHHUS XPOHUYECKUX OOJE3HEW, OTpaBIEHUS U TPABMBI, COCTOSHUS,
TpeOylole MHTEHCUBHOM Tepaluy W NepeBoJa B PeaHUMALMOHHbIE OTIEICHUS WIM OTAEICHUs
WHTEHCUBHOM Teparuu (B TOM 4YKclie TOOOYHbIE PEAKIUH, MPOUCXOJIAIIEE HIIK BO BpeMsi HHPY3UU
WM B TedeHue Hs nposeacHus nHQy3uu O3T u npyrue yrpoxaronue KU3HU OCTPHIE COCTOSHUSA),
a TaKKe KPYIIOCYTOYHOTO MEAMIIMHCKOTO HAOMIOACHUM M MPOBEJCHUS CIEIHAIbHBIX BUJIOB

00cCiIe1OBaHUs U JICUEHUS.
[Toka3aHus K BBIMMMCKE MAITUCHTA U3 MEAUIIMHCKON OpraHU3aIuu:

e OtcyTcTBHE YIpO3bl )KM3HU MMALIMEHTA;

e OTcyTCTBHE YIpO3bl Pa3BUTHS OCIOKHEHUH, TPEOYIOMNUX HEOTIOKHOTO JICUCHUS;

e Crabunu3zanusi COCTOSHUS U OCHOBHBIX KIMHUKO-TA0OPATOPHBIX IOKa3aTesiell MaToJIOrM4ecKoro
npoliecca o OCHOBHOMY 3a00JI€BaHUIO;

e OtcyrcTBHE HEOOXOMUMOCTH B TOCTOSSHHOM BpadyeOHOM U KPYIIIOCYTOYHOM MEIUITMHCKOM
HaOJIIO/IEHUH 110 OCHOBHOMY 3a00JIEBaHUIO;

e HeoOxomuMocTu mnepeBoja mNalUeHTa B JAPYTyl0 OONBHUIYY WIM YUYPEXKJICHHUE COLUAIBHOTO

obecrneueHus
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7. JlonoiHUTE IbHAA MHpopManus (B TOM YHCJIe
(baKkTOpPBI, BJUSIONINE HA MCXO0/ 3200/1eBAHUA UJIH
COCTOSIHMA)

o PexomeHayercss MpOBENEHUE CEMEMHOTO CKPUHMHIA Il POACTBEHHUKOB ITAlMEHTOB C bd
(mpoBeneHNE TEHETUYECKUX UCCIIE0BAaHNN) ¢ 1IebIo quarHocTuku b® Ha panHel ctaguu 0one3HH
[28].

YpoBeHb yOeIuTEILHOCTH PeKoMeHAaunu — B (YpoBeHb 10CTOBEPHOCTH J0KA3aTeJIbCTB 4).

o Pexomenayercst MpoBEACHUS CKPUHUHTA TPYII BBICOKOTO pHUCKa (paHHHE HHCYJIBTBHI, MOYEUHAS
HEJ0CTaTOYHOCTh, THUMEPTPOPUUECKasi KapJUOMHOIATHS) C LEIbI0 BBISIBICHUS TanueHToB ¢ bd
[7,12,18].

YpoBeHb yoeauTeIbHOCTH pekoMeHAalun — B (YpoBeHb 10CTOBEPHOCTH 10KA3aTebCTB 4).
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Kpurepun onieHKH KayecTBa MeIUIUHCKOU MTOMOLIH

Ne Kputepumn kauecrtBa OueHKa BbINOJIHEHUNA

MpoBeneHo onpegeneHve akTtuBHoCTM AlAJ1 B nNATHax KpPOBW, BbICYLUEHHbLIX Ha Oa/HeT
dunbTpoBanbHOM bymare unu B nerikouMTax KpoBM BCEM MauMeHTaM MYXCKOro nosna (B
TOM YUC/E N Ha AOKIMHUYECKOWN CTaann) ANs NOATBEPXAEHUSA AMarHo3a

2. MpoBeaeHO BCeM nauneHTaM C  KJAMHUMYECKOM KapTuHoui bB®- onpepeneHuve Oa/Het
KOHLUeHTpauun rnobotpuaosunnicdumHrosmHa (Lyso-GB3) B nsiTHax BbICYLUEHHOW KpoOBWU
Wi nnasme KpoBM Ans OGMOXMMMUYECKOro MOATBEPXAEHUS AnarHosa n nepeg
Ha3HayeHneM hepMeHTHOM 3aMeCcTUTENbHON Tepanuu

3. MpoBEAEHO MONEKYNSPHO-TEHETUYECKOro WCCNefoBaHWs AN BCEX MNaUMEHTOB CO Oa/HeT
CHMXXEHHOW aKTMBHOCTbO depmeHTa AFAJT W [ns  nvML XXKEHCKOro nofa  npu
KJIMHWYECKOM noAo3peHnn Ha bBO® wn npm Hanmyumm poacTBeHHMKOB C BO B
pOAOC/IOBHOM: BbiiBNeHMe MyTaumin B reHe GLA, «koaupytowem AlFAN  pns
MOATBEPXAEHWUS AMArHO3a Ha MOJIEKY/ISIPHO-TEHETUYECKOM YPOBHE y MYX4YUH CO
CHWXXEHHOWM aKTUBHOCTbIO (hEPMEHTa M AN1S KEHLWMH C KIMHUYECKMMU NpusHakamn BO
NN pOACTBEHHUKOB NpobaHaa no MaTePUHCKOM NIMHUK

4 Ha3HaueHa pepMeHTHas 3aMecTuTeNbHas Tepanum C NpUMeHeHMeM arascuaasbl 6eta B [a/HeT
. no3se 1 Mr/kr unm arancupasbl anbda B Ao3e 0,2 Mr/Kr naunmeHtam C yCTaHOBJIEHHbIM
AnarHosom b® B Buae B/B MHdY3um 1 pas B 2 Hegenu (NpU HaNM4YMM NoKasaHWUN)

5 [MpoBeaeHa KOHCynbTauMs Bpada-reHeTuka A9 CEMbM MNauUMeHTa C YCTaHOBEHHbIM Oa/HeT
. AnarHosom bo®

6 lMpoBeaeHa KoHCyNbTauMsa-Bpava-neguatpa C YCTaHOBNEHHbLIM AnarHosom BO® ecnun [Oa/HeT
. OHW He NPOBOAMIOCH B MpejllecTeyolmne 6 Mmecsues

[MpoBeaeHa KOHCy/nbTaumMsa Bpada-TepaneBTa As19 NauueHTa crapwe 18 ner c Oa/HeTt

7. YCTaQHOBJIEHHbIM AuarHosoMm B® ecnn oHM He NpoBOAMNOCL B npefwecTBylolime 6
Mecsiues

8. MpoBeaeHa KOHCyfbTauMs-Bpada-kapauMonora Ans naumeHTa C  yCTaHoBNeHHbIM | [a/HeT
AnarHo3om B® ecnu oHM He NPOBOAMMIOCH B NMpeaLllecTByowmne 6 Mmecsues

9. MpoBeaeHo axokapanorpadurs npu nepeMyHOM obcnenoBaHun n ganee He pexe 1 pasa Oa/HeT

B 12 mMecsaues

10 MposeaeHo IKI (12-kaHanbHas) Npu nepBuyHOM obcrenoBaHMM U Janee He pexe 1 [a/Het
: pasa B 12 MecsaueB

11 MpoBeaeHO XONTEPOBCKOE MOHUTOPMpPOBaHWe NMpu NepBUYHOM obcnenoBaHuu M panee [a/HeT
. He pexe 1 pasa B 12 mMecsaues

12 MpoeeaeHo MPT cepaua (Npu nepBnYHOM obcnenoBaHum 1 ganee He pexe 1 pasza B 12 [a/HeT
. MecsiLeB) AN CBOEBPEMEHHOrO BbISIBAEHUS W/WAW MOHUTOPUHIa KapAMONOrMYecKux
N3MEHEeHUM

13 MpoBeaeHo MPT rosioBHOro Mo3ra npu nepBuMYyHOM obcnenoBaHuM U He pexe 1 pasa B Oa/HeT
: rog B c/lydae, ecnu uaMeHeHuns 6binm BbisiBiieHbl A0 Havana 3T nnu He pexe 1 pasa B
36 MecsiLeB, ecnu naMeHeHus 6binn BbiB/IEeHbI Nocie Havyana ®3T

MpoBeaeHo nccnenoBaHUs ypoBHS 6enka B MOYe M M3MepeHWe pacyeTHon dhopMybl Oa/HeT

14. CK® npu nepBuyHoM obcnenoBaHum u ganee He pexe 1 pasa B 6 MecsiLeB

15 MpoBeaeHbl NnabopaTopHble UCCNeA0BaHUSA COMNAcHO KIMHWYECKMM peKoMeHAauMsaM Mo Oa/HeT
. BegeHuo nauueHtoB ¢ XMH npu Hannuum y naumeHTa ¢ BO® npu3HaKoB nopaxeHus
noYyek, ecnu He NpoBOAMNIOCE B NocrieaHue 6 Mecsues

16 MNpoBeaeH oCMOTp Bpaya-odTanbMosiora C MWCCAeAoBaHWEM T[nasHoro JAHa npu | Oda/Her
. nepeBuYHOM o6CneaoBaHUM U eCiv He NPOBOAMIOCH NocneaHme 3 roaa

MNpoBeneHa ayauomeTpus (48 nauMeHToB CcTapwe 5 neT) npu  nepBuyHoM | [da/HeT

17. obcnenoBaHnn 1 ecnn He npoBOAMIOCE NocneaHne 3 roaa
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IIpuaoxkenue Al. CocraB padouer rpymnnsl mno
pa3paloTke U mepecMOTpPy KIMHUYECKHX
pPeKOMeHaaAlni

. KyneB Cepreit UBanoBu - ui.-kopp PAMH, a.m.1., nupektop ®I'BHY "Meauko-reneTnueckuii

"

Hay4yHbIM LEeHTp uM. akagemuka H.IT.boukosa
reHeTnkoB (AMI).

, llpe3uneHt Accoumanuu MEAUIUMHCKUX

. bapanoB Auekcanap AJekcanapoBud - akagemuk PAH, mpodeccop, n.M.H., TOYETHBIN
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Hapkosiorn DPI'BOY BO «IIpuBOMKCKUN UCCAEAOBATEIbCKUNA MEIUIMHCKUM YHUBEPCUTET

Munzapasa Poccuu, wien Beepoccuiickoro o01iecTsa HEBPOJIOTOB.

. Bamakmanse Haro [I:kymGepoBHa - 1.M.H., TOIeHT Kadeapsl Qakyabrerckor neauarpuu 11D
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IIpunoxxenne A2. MeronoJiorusi paspadoTku
KJINHUYECKHUX PeKOMEHIAIMHT

Hacrosime pekoMeHOanuu mpeqHa3HAaueHbl JJIsi MPUMEHEHHUS MEIUIMHCKUMU OpTaHU3alUsIMU |
VUPSKICHUSIMU  (peepabHBIX, TEPPUTOPUATHHBIX W MYHHIIMIIATBHBIX OPraHOB  YIPABICHUS
37IPaBOOXPAHEHUEM, CUCTEM 0053aTEIbHOTO U JOOPOBOJIBLHOTO MEIUIIUHCKOTO CTPAXOBAHHUS, JIPYTUMHU
MEIUIIMHCKUMH OPTaHMU3alUsMU  PA3JIMYHBIX OpPraHW3alMOHHO-TIPABOBBIX (HOPM  JESITEIBHOCTH,
HANpaBJICHHON Ha OKa3aHWE METUIIMHCKON momomu. KiuHMYeckne peKoMEHIAllu CO3/IaHbl Ha
OCHOBaHHMH CHUCTeMaTudeckoro o63opa aureparypsl 1992-2019 rr. Medline (Pubmed version), Embase
(Dialog version) u Cochrane Library databases, ¢ ucmoib30BaHMEM CO3MaHHBIX MPOTOKOJIOB IIO

neueunto 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 IV. Enzyme replacement therapy for Fabry
disease: A systematic review and meta-analysis. Genet Mol Biol. 2012;35:947-54;

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

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

Germain DP, Arad M, Burlina A, , et al. The effect of enzyme replacement therapy on clinical
outcomes in female patients with Fabry disease - A systematic literature review by a European panel of
experts. Mol Genet Metab. 2018; 126(3):224-235 .

[Ixanel OIEHKU YPOBHEW NOCTOBEpHOCTU HoKazarenbcTB (Y/I/]) u oneHku ypoBHEH yOeauTeIbHOCTH
pexomenaamuii (YYP) npuBenens! B Tabaumax 1-3.

Leaepasi aynuTopyus JAHHBIX KIMHUYECKUX PEKOMEH AU
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. Bpauu o6meii BpaueOHOM NMpaKkTUKH (CEeMEHbIE Bpayun);
. Bpaun-neguarpsr;

. Bpaun-repanesTsr;

. Bpauu-reneruku;

. Bpaun-naboparopHble T€HETUKH;

. Bpauu-nedpomnoru;

. Bpaun-kapauosoru;

. Bpauu nerckue-kapauomnory;

. Bpaun-ueBpouiory;

10. Bpauu-ractposHTeposnory;

11. Bpauu-sH10 CKOTTUCTHI;

12. Bpaun-peHTreHonory;

13. Bpauu-aepMaroBeHEpOIIOTH;

14. Bpauu-oQpTanbmMomoru;

15. Bpauu ¢yHKIIMOHAIBHON UArHOCTUKH;

16. Bpaun-ncuxuarpsr;

17. MeaumuHCKUE TICUXO0JIOTH;

18. Ctynentsl MenuiuHckux BY30B;

19. OGyuaromuecs: B OpAMHATYPE U UHTEPHATYPE

IIpunoxkenune 1. Illkana ouenku ypoBHeW gocToBepHOCTH mokazarenbcTB (Y/) ansa meronos

JUAarHOoCTUKHU (I[I/IaI‘HOCTI/I‘-ICCKI/IX BMCH_IaTeJ'IBCTB)

yaan PacwudppoBka

1 CuctemaTtmyeckme 0630pbl MCCNeAoBaHWI C KOHTpoNeM pedepeHCHbIM MeToAoM WM CUCTeEMaTuyeckumin 063op
pPaHAOMU3NPOBAHHbIX KITMHUYECKUX UCCeA0BaHUI C MPUMEHEHNEM MeTa-aHanmsa

2 OTpenbHble UCCNefoBaHUs C KOHTposieM pedepeHCHbIM METOAOM WNW OTAEsSbHble paHAOMWU3NPOBAHHbIE KIIMHMYECKMe
nccnenoBaHMsa M cuctematmveckme 0630pbl MccneaoBaHuin noboro AmsanHa, 3a UCKIYEHMEM PaHAOMU3UPOBAHHbIX
KIIMHUYECKUX UCCNeAoBaHMn, C NPUMEHEHMEM MeTa-aHanmn3a

3 WccnepoBaHmss 6e3 mnocnenoBaTeNbHOrO KOHTPOAS pedepeHCHbIM MeToAOM WAW UCCeAoBaHUs C pedepeHCHbIM
MEeTOAOM, He SBSKWMMCS He3aBUMCUMbIM OT WCC/eAyeMOro MeToda WM HepaHAOMU3UPOBAHHbLIE CpPaBHUTENbHbIE
nccnenoBaHus, B TOM YMCNE KOrOPTHbIE UCCIeA0BaHNSA

4 HecpaBHUTENbHbIE UCCIEA0BAHMS, ONMUCAHNE KIIMHUYECKOro ciy4das

5 MmMeeTcsa nuwb 060CcHOBaHME MexaHM3Ma AEeNCTBUS UM MHEHME 3KCMepToB

IIpunoxenne 2. Illkana oueHku ypoBHeW JpocToBepHOCTH JokazarenbcTB (Y/) ana meronos

NpoUIaKTUKHY, JedeHus MU peadunuTtanuu (mIpoduIakTUYeCcKuX, Je4eOHBIX, PeadMIUTAIIMOHHBIX

BMEIIATEIbCTB)
yaan PacwudpoBka
1 CucrtemaTtnyeckuit 063op PKW ¢ npymeHeHnem meTa-aHanmsa
2 OtaenbHble PKU n cuctematnyeckmne o630pbl nccnenosaHuii nioboro avsanHa, 3a uckntoveHmeMm PKW, ¢ npumeHeHunem
MeTa-aHanmsa
3 HepaHAOMU3MpPOBaHHbIE CPpaBHUTE/bHbIE UCCIeA0BAHMUS, B T.4. KOFOPTHbIE UCCNef0BaHNns
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4 HecpaBHWUTeNbHbIE WUCCNEAOBAHUSA, OMUCAHUE KMHUYECKOro Cllyyasl WM Cepumn Ciy4vyaeB, WCCNeAOBaHUsa <«ciydai-
KOHTPO/b>»

5 MMeeTcs nuwb 060CHOBaHWE MexaHu3Ma [AeNCTBUS BMellaTenbCTBa (AOKAMHWMYECKWE WCCNEeAOoBaHUSA) UKW MHEHWe
3KCnepToB

Hpuaoxenue 3. Illkana omeHku ypoBHEH yoOenutenbHOCTH pekomeHparuid (YVYP) mias metomoB
MpodUIAKTHKN, JUATHOCTUKH, JICUCHUS W peaduimuTanud (Mpo(rIIaKTHIECKUX, JTUAarHOCTHYCCKHUX,

HeqC6HBIX, pea6I/IHI/ITaHI/IOHHHX BMGHI&TGJII)CTB)

YYP Pacwundposka

A CunbHasa pekoMeHaaumsa (Bce paccMaTpuBaeMble KpUTepun 3PHeKTUBHOCTU (MCXOAbI) SBASKOTCS BaXHbIMKU, BCe
nccnefoBaHMs MMEKT BbICOKOE WAW  YAOBNETBOPUTENIbHOE METOAOJSIOrMYeckoe KayecTBO, WX BbIBOAbI MO
WHTEPECYOLWMM NCX0AaM SABASIOTCS COrflacoBaHHbIMK)

B YcnoBHasa pekoMeHaaums (He Bce paccMaTpuBaeMble KpuTepumn ahhekTUBHOCTU (MCXOAbl) SBASIOTCS BaXKHbIMU,
He BCe WCCNeaoBaHMs MMET BbICOKOE WM YyAOBMETBOPUTENIbHOE METOLOSIONMYECKOE KayecTBO W/WIU UX
BbIBOAbI MO MHTEPECYIOLMM UCX0AaM He ABMSIOTCA COrflacoBaHHbIMK)

C Cnabas pekoMeHaaumnsa (OTCYTCTBME AOKA3aTeNbCTB Haalexallero kayecrsa (Bce paccMaTpuBaeMble KpUtepum
apdekTUBHOCTM (MCXOAbl) SIBNAKOTCS HEBaXHbIMW, BCE WCCNeAOBaHUs WMEKT HWU3KOoe MeToAosiormyeckoe
KayecTBO W MX BbIBOAbI MO MHTEPECYIOLLMM NCXOAAM HE SIBJISIKOTCS COrlacoBaHHbIMM)

Iopsinoxk 00HOBJIEHUS KIMHUYECKUX PEKOMEH/IALUIA.

MexaHu3M OOHOBIIEHUS KIMHMUYECKUX PEKOMEHJAlUN MpelycMarpuBaeT HUX CHCTEMATUYECKYIO
AKTyaJIN3allMI0 — HE PEXE 4YeM OJMH pa3 B TPU IOJa, a TAKKE NP IOABICHUHA HOBBIX JAHHBIX C
MO3UIMN JIOKA3aTebHOM MEIUIIMHBI 10 BOMPOCAaM JIHArHOCTUKH, JI€UeHUs, NPO(UIAKTUKH U
peadmIMTali KOHKPETHBIX 3a00J€BaHUM, HAIMYUU OOOCHOBAHHBIX JIONOJHEHUI/3aMeUaHnil K paHee

yTBepxkAEHHBIM KP, HO He vamie 1 pa3za B 6 mecsies.
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IIpunoxkenne A3. CnpaBo4yHbIe MAaTEPHAJILI,
BKJIIOYasl COOTBETCTBHE NOKA3AHUI K IPUMEHEHUIO H
MPOTUBOIOKA3AHUI, CIOCOO0B MPUMEHEHHUA U 103
JIEKAPCTBEHHBIX MPENaparoB, MHCTPYKIIMH 110
MPUMEHECHHIO JIEKAPCTBEHHOIO npenapara

1. [lpukaz MunuctepctBa 3apaBooxpaHeHuss PD "OO yrBepxaenuu Ilopsigka okazaHus
MEIUIIMHCKON MOMOIIY OOJIBHBIM C BPOXKJIECHHBIMU U (MJIM) HACIEACTBEHHBIMU 3a001€BaHUSMU" OT
15 HosiOpst 2012 . N 917h).

2. Knununueckue  pexomenpauuu  «l'uneprpoduyeckas  kapauomuonatusi»  ID: KP283,
(http://cr.rosminzdrav.ru/)

3. Metoaunueckoe pykoBoacTBO «TpancmnanTanus noukuy [D: MP34 (http://cr.rosminzdrav.ru/)
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IIpuiaoxkenue b. AJropurMbl JeiiCTBUMA Bpaya

MpHsHakK O y NawKMeHTa naKW BO y
POOCTEEHHUKOB

NabopaTopHaa AWArHOCTUKE

Oudd AWarHOCTMHE ©

OPYTHMK
saboneBaHuAMM

OuarHos
NoATEERHAEH 7

W mewTCA
NOKa3aHKWA K
©3T?

HET MOHWTOPKWHT

COCTOAHKMA NauKneHTa

Tepanua
3hdEKTHUBHE F

@37

PECCMOTPEH MA BO3MOMHH OCTER
APYTMX METOLOE NEYEH A (B
TOM YMCAE TPEHCMARHTEL WA

OpraHoe)
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Ipuioxenue B. Unpopmanus 1/ manmueHTa

bone3ns ®abpu (bP) wnmm Gomnesnbr Anmepcona-dadpu — peakoe HaCIEICTBEHHOE 3aboyeBaHUE,

KOTOPOC OTHOCHUTCS K JIN30COMHBIM 001e3HsIM HAKOIICHHS.
Kiaunu4veckne NMPOsABJICHUSA

[Ipu Goneznu dalbpu cTpamaOT MPAKTHUECKUE BCE CHCTEMbI OPraHoB. Y MHOTMX HaOIIONAI0TCS
Helpomnarudyeckas 00yb (Kryuue OO B KUCTSAX M CTOIAX, YCHJIMBAIOIIMUECS B YKapKylO MOTONY, MpU
¢usnyeckoil HarpysKe), KO>KHbIE MPOSBICHUS (aHTHOKEPATOMBbl), HApYILIEHHE MOTOOTAEIeHUs (TUIIO-,
aHTUIPO3), TOpaKeHHe NepupepruuecKod U LEHTPAJbHOM HEPBHOM CUCTEMBbI (MHCYIBT), MOYEK,

cep/lia, opraHa 3peHus (BUXpEBUIHAS KePaTONaTHsl ), KeIyJOUHO-KUIIIEYHOTO TPAKTA.

[Ipu knaccuyeckoil popme 3ad01eBaHuE HAUUHAETCS B 4-12 €T U XapaKTepusyeTcsl epruoguiYeCKUMU
00JISIMU TPEUMYIIECTBEHHO B KHUCTAX M CTOIMAX, UHOTAA OOJb JIOKAJTU3YETCS B KUBOTE U MPUCTYTBI
HAallOMHMHAIOT alMeHIUIUT. bomu ycuamBaioTCS NpH TMOBBIIMICHUH TEMIIEPATyphl Tela, (PU3NYECKHUX
Harpy3Kkax, B JKapKyl M XOJOAHYIO noroay. boiam moryt mporekats no Tumy kpusoB. C Bo3pacToM

00s1eBbI€ KPU3bl OOBIYHO YMEHBIIAIOTCS.

OpHuM W3 SPKUX CHUMITOMOB SBIISIOTCS AHTHOKEPATOMBI, KOTOPbIE €CTh MPAKTUYECKH y BCEX
nanueHToB. [lo pasmepy 310 HeGombline, ¢ OyJaBOUHYIO TOJOBKY, OOpa3oBaHUs — KPACHOIO WJIU
0arpoBoro 1BeTa, MJIOCKUWE WM MPUIIOIHATHIE HaJ MOBEPXHOCTHIO KOXH. Yallle BCEro MOSBISIOTCA
AHTMOKEpPaTOMbl B HIDKHEW YacTH >KMBOTA, PACHpOCTpaHSAsACh Ha Apyrue ydactku tena. OHM He

IMPUYHUHAOT 0c000ro 0€CoKONCTBAa — TOJILKO €CJIH HE 3aTparuBarOT BCHO TOBCPXHOCTD TECJIA.

[Topaxxenue nouek npu b® HabI0MaE€TCS MPAKTUYECKHU Y BCEX MY>KUMH U Y MHOTHUX >KEHITUH nociie 40

JICT, 9TO IPUBOIMT K TTOUYCIHON HETOCTATOYHOCTH M TPeOyeT MPOBEICHUE TeMOIHATH3A.

VY MHOrux ManMeHTOB C BO3PACTOM pa3BUBAETCS TUIEPTpodUs MHOKapAa, KaTapakTa M HapylleHHe

ciyxa.

CXOI[HLIC clIydan 3a00JICBaHUN B CEMbC, IMOYCYHAA HCAOCTATOYHOCTL, PAHHUC MHCYJIBTLI, JIMXOpPAAKa

HESICHOTO TeHe3a, 00JId B )KUBOTE, KUCTIX U CTOMAX,
Ipuunnbl 00s1e3HU Padpu

Bonesns oOycnoBnena myTanusiMu B rene GLA, KOTOpbIN KogupyeT (pepMeHT o-ramakto3uaasy A (A-
I'AJT A). 10T (hepMEHT y4acTBYET B PEaKIMsIX pacilerIeHust 0COObIX )KUPOB- MITUKOCHUHTOTUIINIOB.
B pesynprare HeAOCTAaTOYHOCTH (PEPMEHTA MPOMCXOAUT HAKOIUIEHUE - INIMKOC(UHIOJIMIINIOB B

Pa3JIMYHBIX OpraHax U TKaHAX.

I'en GLA pacnionoxeH Ha X-XpoMocoMme U 3a00s1eBaHne UMeeT X-CLETIeHHbIM TN HacaeaoBaHus. Ho
B ODIMYMU OT MHOTUX JpYrux X-CHEIUICHHBIX pelecCUBHbIX 3aboneBanuii, 60-70% >keHIIMH —
TeTEPO3UTOTHBIX HOCUTEIBHUI UMEIOT KIIMHUYECKUE MPOSIBJICHUS, IPUYEM HUHOI/IA TAKUE KE TSIKEIbIE,

KaK Uy OOJBbHBIX MY>KUHH.
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Jlonroe Bpemsi cuMTanoch, uto b® oueHb peakoe 3abojieBaHWE, HO CKPHHUHTOBOE HCCIICOBAHUC B
Wrtanuu nokazano yAMBUTEIbHO BBICOKYIO 4acTOTY 3T0# 00se3Hu: 1:3100 HOBOPOXKIEHHBIX MAJIBUUKOB
nMenn HU3Kyro akTUBHOCTh A-I'AJI A m myraumn B reHe GLA. [losToMy BO3MOYXHO, YTO MHOTHE

cilydan 3a00JIcBaHUS TaK U OCTAIOTCS HE AUAarHoCTUPOBaHHBIMMU.

UtoOb1 BeIsiBUTH B®, BOo MHOrmx crtpaHax, B ToM uucie B Poccum, 0oO0CienyroT MalueHTOB W3

OTJIECJICHUI TEMOINAIIN3a, HEBPOJIIOTMYECKUX U KapIUOJIOTUYECKUX CTAlMOHAPOB.
Kak yctaHaBIMBalOT A1MATHO3

Bpauu Ha oCHOBaHUUM KIMHUYECKUX CHMIITOMOB MOTYT 3alO[03pUTh 0OJE3Hb. 3aTeM MPOBOIATCS

na6opaT0prle TCCTbI U HHCTPYMCHTAJILHOC UCCJICAOBAHUC.

TouyHblii JWMArHO3 MOXKHO YCTAHOBHUTH, H3MEPHUB AaKTUBHOCTH (EpPMEHTa, WIM OIPEICIUB
KOHIIeHTpanuio Jn3ochuaromunuaa -lysoGb3 B kposu. [[is 3TOro gocrarogHo codparh KpoBb Ha
KapTOuKy-(pUIBTp W3 Majblla WIK U3 BEHbI. Takue KapTOYKH €CTh B JHOOOW MEIMKO-TCHETHYECKOU

KOHCYJIbTAallUH U B ITIOJIMKIIMHHUKEC.

TounpIi JAWAarHo3 BaXKCH AJId MEIHUKO-I'CHETUYCCKOI'0 KOHCYJIETHUPOBAHNA, HpeHaTaHLHOﬁ JUarHoCTUKHU

3a00J1€BaHUsI, YCTAHOBIICHHUS] HOCUTEILCTBA.
JleueHnue

st BO pa3paboran >3pekTuBHbIN MeTO[ jeueHus: — pepMeHTHas-3amecturenpHas tepanus (O3T),
MTOATOMY PaHHSS IMATHOCTHKA 3a00JIeBaHUS MMEET OONBIIOE TpaKTHUIECKoe 3HadeHue. K coxaneHuto,
4acTh CIy4YaeB JMATHOCTUPYETCS HA MO3AHUX CTaAUSIX OOJIE3HHU, YTO HE JaeT BOZMOXKHOCTH TOJTYUYUTh
3HauuTenbHbId 3P dexT O3T. Onnako, Ha T000H cTaauu Oosne3nu Hadano O3T nmo3BosseT 3aMeTUTh

MPOrPECCUPOBAHUE U CMATYUTH KIIMHUYECKUE CUMITTOMBI.
Poab ceMbH U MaliueHTa

Ha mpumepe b® MOXHO TmOKa3arh Ba)XHOCTh COCTAaBJICHHUS POIOCIOBHOH U 0O0CIeIOBaHUS
poaCTBEHHUKOB. CyuTaeTcs, 4YTO, YCTAaHOBUB JUArHO3 Yy OJHOTO IMAaIlMEHTa, MPU O0OCIEAOBAHUM
POJICTBEHHUKOB MOXXHO HaWTHU emie 5 OOJbHBIX Ha Pa3HbIX CTaaUAX OO0JIE3HU - OT MPAKTHUYECKU

0E€CCUMITTOMHOM 10 TSKEIIOM.

[Marmentsr ¢ B® MoryT momMo4yb CBOMM POIHBIM, MPOCTO COOOLIUB UM O HEOOXOAMMOCTH HPOUTH
IUMarHocTuky. Ecnu nuarHo3 OyzneT YCTaHOBJIEH paHO — JO0 Hadajla HeoOpaTUMbIX H3MEHEHH
BHYTPEHHUX OpPraHOB, JieueHHe OyneT ropa3no s¢dekruBHee. Jledamuii Bpay WM Bpau-reHETUK HE
MMeeT TpaBa pasriaiiarh MEAUIIMHCKYI HHPOPMAIIKIO, TTIOATOMY CyAh0a POIHBIX — IEIHKOM B pyKax

CaMuX IIalIUCHTOB.

Ponubie OpaThsi U cecTpbl, BCE POJACTBEHHUKH MO MATEPUHCKOW JTUHUU — JISIIU, TETU U JTBOIOPOJHBIC
OpaTbst U cecTpbl JOKHBI OBITH MPOMH(OPMUPOBAHBI O HEOOXOIMMOCTH TECTUpOBaHUA. B cembsx
00J1€3Hb MOXKET MPOSIBIATHCS MO-pa3HOMY. Y MYXUYMH 4acTbIM OCIOKHEHHEM nocie 40 ser sBisercs

ModeyHasi HEJO0CTaTOYHOCTh. HO B paHHEM BO3pacTe OCHOBHAS JKajoba — ATO aKpoOIapacTe3uw,
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aHTHOKepaToMBbl. JKEeHIIMH MOTyT OECITOKOUTh O0JH, a MoYeyHasi HEIOCTAaTOYHOCTh BCTPEUACTCS PEXKE
U MOXET pPa3BUBaTbCA B IO31HEM Bo3pacte. [IpoBeneHne MOJIEKYISIPHO-TEHETUYECKOTO AaHAIU3a,
HaIIPaBJICHHOTO Ha BBIABICHUE CEMENHON MyTaluu reHa GLA moka3aHo CIEAYIOIIMM POJCTBEHHUKAM

MalKeHTa:
Jli1s mpo0daHaa My»KCKOIo0 1moJia:

. MaTh
. Iouepu

. OpaThs U cecTpsl

. CBOJTHBIC OpaThsi M CECTPHI IO MaTepH
. IeJ] IO MAaTePUHCKOW JIMHUU

. 0aly11Ka Mo MaTepUHCKOM JINHUU

. IETU I04epen

00 9 N L A WL DN

. OpaThs U ceCTPBI MaTEPH

O

. louepu OpaTbeB

10. netu cectep

11. noyepu naIEMsIHHUKOB

12. netu nnemMsHHULL

13. aBorOpOAHBIE OPaThsi U CECTPHI 110 MATEPUHCKOMN JIMHUU
14. noyepu BHYKOB (TPaBHYYKHU) 1O TUHUU J0Uepen

15. netn BHy4ek (IIpaBHYKHU U IPaBHYYKH) 110 JIUHUU JOoYepei
Jliis mpo0aHaa ’KEeHCKOro 1moJia:

. MaTh
. OTeIy

. AeTH

. 6aby1ka Mo MaTepUHCKOMN JIMHUN
. IeIyIIKa 10 MAaTePHUHCKOW JIMHUU
. 6ady1IKa 1Mo OTIOBCKOM JIMHUHU

. ICYIIKA 1O OTI{OBCKOM JTUHUU

00 3 N L A W N

. OpaThs U cecTphl

Ne

. CBOJHBIC 6paTBH " CCCTPHI 110 MaTCpHHCKOﬁ JIJMHUH

[S—
S

. CBOOAHBIC CCCTPLI 110 OTI_[OBCKOI‘/‘I JIMHUHU

[E—
—

. BHYKM U BHYYKH

—
[\

. OpaThs ¥ cecTpbl MaTepu

—
[98)

. Oparbs U ceCTphI OTIA

[E—
N

. Touepu OpaTbeB

—
N

. JIETH cecTep

—
(o)

. IouepHu BHYKOB (ITPaBHYYKH )

[a—
~

. IETH BHYY€K (MIPaBHYKU U TIPABHYYKH )

p—
oo

. IBOIOPOHBIC OpaThs U CECTPHI 10 JIMHUHA MaTEPH

—
O

. IBOKOPOJIHBIE gpaTI:}I Y CECTPHI 110 JIMHUH OTLA . _
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20. no4yepu MIEMSIHHUKOB

21. nety IIeMIHHHALL
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Ipuaoxkenue I'l-I'N. IlIkajabl OLleHKH, BONPOCHUKHU U
JApyrue OueHOYHbIC HHCTPYMEHTHI COCTOSIHUS
MANUCHTA, IPUBEJACHHbIC B KIMHUYCCKUX

PEeKOMEeH AU AX

IIpuioxkenue I'l. BoipakeHHOCTHh KIIMHM4YECKUX NPosiBJieHuil b® B pazHom

Bo3pacTre

Aetn

MopapocTtku

B3pocnbie

AkponapecTte3nu

AkponapecTtesumn

AKponapecTe3umn

Bosib B KOHEYHOCTAX

Bosib B KOHEYHOCTAX

Bonb B KOHEYHOCTAX

MopaxeHus XpycTaanka 1 porosuLibl

MopaxeHust XpycTaanka u poroBuLibl

MopaxeHus XpycTaanka u porosuLlbl

Jinxopaaka Jinxopaaka Jinxopaaka
Tennosas ] Xononosas Tennosas 7] Xxosnoaosas Tennosas " xosiogoBas
HenepeHoCUMOCTb HenepeHoCMMOCTb HenepeHoCMMOCTb

lMcuxocoumnanbHble U3MEHEHUS

lMcuxocounanbHble U3MEHEHUS

[McuxocounanbHble U3SMEHEHUS

CHuxeHue cnyxa

[MpoTenHypus

[MpoTenHypus

XKenyaouyHo-KuLeYHble CUMNTOMBI

XKenyao4yHo-KULWEeYHbIE CUMNTOMBI

AHIMokepaToMbl

AHrMokepaToMbl

YToMnaemMocTb

YToMNsaemMocTb

CHmxXeHune cnyxa

[MoyeyHass HeQOCTAaTOYHOCTb

CepaedHas HeOCTaTOYHOCTb

WHcynbT

CHMXXeHMe cnyxa v WyM B yluax

Numdenema

Ilpumeuanue: y scenwyun ¢ bO cumnmomvl nposasIAIOMCA NO3MHCE U LIPANCEHHOCNb UX PATUYHA

Hpunoxenue 12. IuddepenunanbHas TuarHocTuka 0oJe3uu @adpu

Tun HapyweHus AwvarHos

MeTexnanbHasa CbiNb, HacneACTBEHHAss reMopparnyeckas TenaHrmakrasust PeHato-Ocnepa-
Bebepa, aHrmokepatoma  ®doppaaica, aHrmokepaToma Munbennn,  orpaHu4yeHHas
HeBM(OPMHas aHrMokepatoma TynoBuwa, 6one3Hb LLnHanepa, dyko3naos, raHriMo3naos,
acnapTaTriioKo3aMUHYpUsa 1 cMannaos.

AHrMokepaTMoMbl

OnabeTtnyeckas " ankorosibHas 6onesas nonnHesponaTus, nopdupuiiHas
NnosMHEBpONaTusl. pPeBMaTOMAHbLIN apTpUT, peBMaTUyeckas nuMxopajka, 3puTpomenanrus,
cuHapoma PerHo

bonesoi cnHapom
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MoyeyHas natonorus

XpOHWYECKNIN NaTEHTHbIN rNoMepyioHedpuUT, MHTePCTULMANBHbBIN HeDPUT

CeppaeyHo-cocyaucrasa cucrema

KapavoMmeranuvs, apuTM1s HESICHOTO reHe3a

OdTanbMonornyeckme HapyLleHus

JNlekapcTBeHHble odpTanbmMonaTnun (NpyM NpUMEHEHNM XJI0POXMHOB, aMMoaapoHa)

XenyaouHo-KuLweYHbI TpakT.

CMHAPOM pa3apaXkeHHOro KuweyHuka, 6onesHb KpoHa

IHpuiaoxkenne I'3. Kpurepuu Haznauenuss ®3T

be3s MoyeyHble* CepaeyHbie* LIHC* Bonb* KKT*
NpU3HaKoB
"
CMMMNTOMOB
Knaccuyeckas Oebior B MUKpPOanbbyMunHypus - runeptpodus - NBB HeBponaTuyeckas - KK
B®, My>XUunHbI BO3pacTe npoTenHypus muokapga (MTC - TWA / 6onb CUMMTOMbI
16 net wun noyeyHas >12 MM) 6e3 UHCYNbT -
cTapue HEe[0CTaTOYHOCTb (vnmn C - noTteps HeBponaTnyeckas
(Knacc (CK® 60-90) MUHUMasIbHbIMU cnyxa [¢ 6onb, paxe npu
2B) - rnoyeyHas NpOsiIBNEHNSMN) Koppekuunen yCNoBMWU TOJIHOIO
HeAOCTaTOYHOCTb ¢dunbposa no KOHTpOnNs ee
(CK® 45-60) - MpU3HaKu BO3pacTy 6oneyTonsaowmmm
HapyLleHuns (He BAMAET Ha
cepAeyHoro exeaHEeBHYI0
puTMa aKTMBHOCTb)
Heknaccnueckas - - runeptpodus - NBB - - KK
B®, MyXUuHBbI MUKpOoanbbyMunHypus Muokapaa (MTC - THA / HeBponaTuyeckasa CUMMNTOMbI
-NpoOTENHYpUS >12 MM) 6e3 WMHCYNbT 60nb
- rnoyeyHas (nnu C - noteps -
HeA0CTaTOYHOCTb MWUHWManbHbIMU cnyxa [¢ HeBponaTuyeckas
(CK® 60-90) NpOSsiIBIEHNSIMN) Koppekuunen 6onb, gpaxe npu
- noyeyHas dunbposa rno YyC/IOBUM MNOJIHOMO
HEe[0CTaTOYHOCTb - NpU3HaKu BO3pacTy KOHTpOnNS ee
(CK® 45-60) HapyLeHus 6oneytonsowmnmm
cepaeyHoro (He BNMSIeT Ha
puTMa eXeaHEBHYI0
aKTUBHOCTb)
Knaccuyeckast - - runeptpodus - NneB - - KK
B®, KeHLWMHbI MUKPOanbobyMuUHypus muokapga (MTC (Knacc 2B) HeBponaTuyeckas CUMMTOMbI
(Knacc 2B) >12 MM) 6e3 - THA / 6onb (Knacc 2A)
-npoTenHypus (Knacc (nnu C WMHCYNbT -
2B) MUHUMasbHbIMU (Knacc 2A) HeBponaTuyeckas
- rnoyeyHas NpOsIBNEHNSAMN) - noteps 6onb, paxe npu
HEeA0CTaTOYHOCTb dunbposa cnyxa [¢ yC/OBMW MOSTHOIO
(CK® 60-90) (Knacc (Knacc I) Koppekuuen KOHTpoONs ee
2A - NpU3HaKK rno BO3pacTy 6oneyTonsoWmMMm
- rnoyeyHas HapyLleHns (Knacc 2B) (He BAMgeT Ha
HeA0CTaTOYHOCTb cepAeYyHoro eXeaHEeBHYH
(CK® 45-60) (Knacc putma (Knacc I) AKTUBHOCTD)
2B) (Knacc 2B)
Heknaccunueckas - - runeptpodus - NBB - - KK
B®, XeHLWnHbI MUKpOanbbyMnHypus Muokapaa (MTC - TWA / HeBponaTunyeckas CUMMNTOMbI
-NpoTENHYpUSA >12 MM) 6e3 VHCYNbT 60nb
- rnoyeyHas (nnu C - noteps -
HEeA0CTaTOYHOCTb MWUHWMasbHbIMU cnyxa [¢ HeBponaTnyeckas
(CK® 60-90) NpOSIBNEHNSMN) Koppekuunen 6onb, paxe npu
- noyeyHas dnbpo3za no YCNOBUW MOSTHOIO
HEeAf0CTaTOYHOCTb - NpU3HaKu BO3pacTy KOHTpONSA ee
(CK® 45-60) HapyLueHns 6oneyTonsowmnmMm
cepaeyHoro (He BNMsgeT Ha
puTMa exXeaHEeBHYI0
aKTUBHOCTb)
bes [MoyeyHble* CeppeyHble* LIHC* Bonp* KKT*
NpU3HaKoB
"
CMMMATOMOB
Knaccnyeckas OeboT B -MukpoanbbyMunHypus - runeptpodus - NBB -HeBponaTuyeckas - KK
B®, MyXUuHBbI BO3pacTe -NpoTENHYpPUSA Muokapga (MTC - TWUA / 60nb CUMMNTOMbI
PekomeH0BaHO K U3yuveHuio pengkrépammiccamtsNEnYHmeep - https://meduniver.com/




16 net wu - rnoyeyHas (nnn C - rnoreps -
cTapue HEe[0CTaTOYHOCTb MWUHUMasbHbIMU cnyxa C HeBponaTMyeckas
(CK® 60-90) NpOSiBNEHUSMU) Koppekumnen 60nb, paxe npwu
- rnoyeyHas dunbposa no YCNOBUW TOJIHOIO
HeA0CTaTOYHOCTb - NpU3HaKK BO3pacTy KOHTpONS ee
(CK® 45-60) HapyLieHuns 6oneytonaowmnmMm
cepAeYHoro (He BnuMseT Ha
puTMa exeaHEeBHYI0
aKTUBHOCTb)
Heknaccunueckas - MUKpoOasib - rMnepTpo - NBB - - KK
B®, MyXUuHbI 6yMUHYpus duns Muokapaa - TWUA / HeBponaTnyeckas CUMMNTOMbI
-NpoTenH (MTC >12 mmM) WHCYNbT 6onb
ypus 6es (mm c - noteps -
- noyeyHas MWUHMManbHbIMU cnyxa C HeBponaTMyeckas
HEe0CTaTOYHOCTb NpOSIBNEHUNSMU) KoppeKkumnen 6onb, paxe npwu
(CK® 60-90) ¢dnbposa no YCNOBMW TOJIHOIO
- noyeyHas - NpU3HaKu BO3pacTy KOHTpONSA ee
HEeA0CTaTOYHOCTb HapyLleHus 6oneyTonsamLWNUMK
(CK® 45-60) cepaeyHoro (He BNMSieT Ha
puTMa exefHEeBHYI0
aKTUBHOCTb)
Knaccuyeckas - MUKpPOanbbyMUHYypuUs - runeptpodus - NB6B - - KK
B®, XeHLWMWHbI -NpoTENHYPUSA - Muokapaa (MTC - TWA / HeBponaTnyeckas CUMMNTOMbI
rnoyeyHas >12 MM) 6e3 WHCYNbT 60nb
HEeA0CTaTOYHOCTb (vnun [¢ - norteps -
(CK® 60-90) MUHUMaNbHbIMKU cnyxa C HeBponaTnyeckas
- rnoyeyHas NMposiBNEHNAMN) Koppekuuemn 6onb, paxe npu
HEeA0CTaTOYHOCTb dunbpo3a no yC/I0BUW  MOSIHOrO
(CK® 45-60) - nNpu3HaKu BO3pacTy KOHTpONS ee
HapyLleHus 6oneyTonsoLWMMU
cepAevyHoro (He BnMseT Ha
puTMa eXeaHEeBHYI0
AKTMBHOCTD)
Heknaccunueckas - - runeptpodus - BB - - KK
B®, KeHLWnHbI MUKpPOanbbyMnHypus Muokapaa (MTC - TWUA / HeBponaTnyeckas CUMMNTOMbI
-NpoTENHYpUSA >12 MM) 6e3 WHCYNbT 6onb
- noyeyHas (nnn (¢ - norteps -
HEeA0CTaTOYHOCTb MWUHUMasbHbIMU cnyxa C HeBponaTMyeckas
(CK® 60-90) NpOsIBNEHUSMU) Koppekumen 60onb, paxe npwu
- noyeyHas dnbpo3a no YCNOBUW  MOJSTHOIO
HEeA0CTaTOYHOCTb - NpU3HaKK BO3pacTy KOHTpONS ee
(CK® 45-60) HapyLleHus 6oneytonaowmnmMm
cepaeyHoro (He BAMsgeT Ha
puTMa exeaHEeBHYI0
aKTUBHOCTb)

Ipuaoxenue I'4. Kpurepun ormenst ®3T

Kputepumn oTMeHbl

Mponyck naumeHTom > 50% unHbY3UIH

MOCTOSIHHbIE XU3HEYrpoXatowmne Uim Tskesble CBaA3aHHble C MHdY3Mel peakuumn, He pearmpytolne Ha npodunakTuky, HanpuMep aH

XXenaHve nauneHTa

TepMuHanbHas ctaans 60nesHu novek, 6e3 BO3MOXHOCTU Nepecaiku MoYKM, B COYETaHMM C TSXKENON cepAedHol HeA0CTaTOYHOCTbIO

TepMuHanbHas B® unun nHble conyTcTBylowmMe 3a60NeBaHNSA NPY 0XKUAAEMOIM NPOAOIKUTENBHOCTU XMU3HM MeHee 1 roga

TsKenbli KOTHUTUBHbIN Aedununt ntobon aTnonornmn

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

Tepanun*

Kputepun nporuBonokasaHuit k Hauany ®3T

Txenoe 3a607eBaHMpESpBID ¢ PASTIBOTTDRHEH MR SBDSSa, Scan DaRaeny

nrePtMeAYH

BA5 HpE S QIHREF CE M/




TepMuHanbHas ctaams 60n1e3Hn rnovyek, 6€3 BO3MOXXHOCTU Nepecaiku NoYku, B COUETaHUM C TSXKENOoM cepaeyHol HeA0CTaTOUHOCTbIO

TepMuHanbHast B® nnu nHble conyTCcTBYOLWME 3a60NeBaHNA NPU OXUAAEMOW MPOAOCIKUTENBHOCTUN XU3HU MeHee 1 roaa

Taxenblh KOTHATUBHbBIN AeduumT ntobon 3Tnonornu

IHpunoxenue I'S. MoHUTOpPUPOBAHUE MALMEHTOB € 00/1e3HbI0 Dadpu

Uccneayemblii nokasaTenb UcxoaHo Kaxpable Kaxxpable
(v po Hauana 6 Mec 12 mec Ka>kpabie
@»3T) 36 mec
AHaMHe3, KJIMHUYECKUI + + XX
craTyc
OueHka 6onu (BM3yanbHO-aHanorosas LwwkKana + +
oueHkun 6onn)
OnpeneneHve akTMBHOCTM depMmeHTa u OHK- +
ANarHocTurka
MukpoanbbyMnHypmusa/ npoTemHypus + +
PacueTtHas CK® + +
JKI + +*
Dxokapauorpadus + + %
XonTepoBCKOE MOHUTOPUPOBaHME + +*
MP-ToMorpacdunsa rosloBHOro Mo3ra + +*
MPT cepaua + +
SnekTpoHenpoMumorpaddus +
OCMOTp OKynuUCTa + + %
Ayavorpamma + +*
O6wmnii n 6/x aHann3 KpoBu + +
[Ipumeuanue:

* yarre 1mo moKa3aHusiM

**_ KaKIbIM BUSUT

Ipusoxenue I'6. 3a00p OMomarepuasa 1t NPOBeACHUA TUATHOCTUKH B
NATHAX BbICYIIEHHOH KPOBH

KpoBb cobupaeTca Ha CTaHAAPTHYK KapTOYKy-QUIbTp
( N2 903), «koTopass npuMeHsieTcs A/  CKPWUHWUHra
HOBOPOXAEHHbIX B Poccuiickon depepaunmn nnu
QHaNoOrM4Hyl ANa MOSyYeHUs CyxXoro naTHa KpoBu. Kposb
MOXeT 6bITb, Kak kanunnapHas (M3 nanbua, NATKU), Tak U
BeHO3Has. BeHo3Has KpoBb cobupaeTca B npobupky,
aKKypaTHO nepeMellMBaeTcsa M 3aTeM 6bICTPO C MOMOLbIO
nUNeTKM HaHocuTca Ha dunbTp no 25-50 MkA KpoBWM Ha
Kaxayt  BblaeneHHylo obnactb. HeobxoguMmo  XopoLwo
nponutatb BblAeNneHHy obnacte Ha dunbtpe (puc. 1).

MpeanoutuTensHo copMeRTMERABDBA RS ICFPUERAD PegakTopammu carnta MeaYHuBep - https://meduniver.cony




MUHYT - 1 yac. Bo3MOXHO TakXxe ocyLecTBUTb 3a60p KPOBU U
HaToLLaK.

Ha kapTouke-dunbtpe o0653aTeNbHO A0MKHbI 6blTb YETKO F. =y
ykasaHbl ®VO, keM u 0oTKyda HanpasieH MauueHT, AaTa

poXAaeHus u TenedoH nevauiero spava (pMCyHoOK 2).

Ob6paseu cyxoro nsaTHa KpOBM BKIaAblBAaeTCa B 4YUCTbIA

KOHBepT, mMbo B uucTbin dann. KapTouka-bunbTp He
AO0/MHKHa  conpukacatbCa C  IpA3HOM  NOBEPXHOCTbIO M C Ha csirm afrsr nranermand evimn b srnci oasm. See Al

obpasuamMm Apyrux naumeHToB. HeobXxoauMMo MNpUIoXUTb K _ .
o6pasuam MHAOPMUpOBaHHbIE COrnacusi nauveHTa Wau ero : Kanaw 20/04 IOAHOCTL 0 NPOMUTATL: KEYXEN € QOPITHONA CTOpOH
3aKOHHbIX MNpeacTaBUTenei Ha npoBefeHWe nabopaTopHbIX He kacaiimecs 051aCTH, NPONKTANHOR KpoBBID

nccnenoBaHum

PucyHok 1. O6paseu npaBMIbHOMO HAHECEHUS KPOBM Ha
KapTouKy-duUnbTp

F i W s Y " “f'“‘\ P
000

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

' PucyHok
2. Ob6pa3zel KapTo4kn-punbTpa

AJ'IFOpI/ITM JeHCTBUI MEeAULIUHCKOTI0 InmepcoHaJ a Npu B3ATHHA 06pa3u03 KpoBH

e BBIMBITh PYKH (THTUEHUYECKHUI YPOBEHB), HAJIETh EPUATKY;

e BBIMBITH PYKH MalleHTa (MAaTky peoeHka, B ciiydae, eCiu KpoBb OepeTcs U3 MATKH);

e TIIPOTEPETh OONACTh MPOKAJIBIBAHUS CTEPWIBbHON candeTkoir, cmoueHHoit 70% cmupTom,
NPOMOKHYTh CYXOM CTepWIbHOM cal(eTkodl; - TMPOKOJIOTh CTEPHJIBHBIM  OJHOPA30BBIM
CKapu(pUKaTOpOM;

e CHSTH NEPBYIO KAIUTIO KPOBU CTEPUIIBHBIM CyXHUM TaMIIOHOM;

e MSTKO HAJaBUTh JJIS MOJIYYSHHUS] BTOPOU KaIlJid KPOBH;

e TMPUWIOKUTD NEPIICHIUKYISIPHO TeCT-0JaHK K Karuie KPOBH U MPOIMUTATh €r0 KPOBbIO HACKBO3b;

e QHAJOTMYHBIM O0pa30M HaHECTH Ha TecT-ONaHK 6-8 Kamenb, BUJ MATEH KPOBU JIOIKEH OBITh
OJTMHAKOBBIM C 00EMX CTOPOH.

e BBICYIIUTH TE€CT-OJaHK B TOPU30HTAIBHOM IMOJIOKEHUH Ha YHCTOM 00€3KUPEHHON MOBEPXHOCTU HE
MeHee 4 4 6e3 IPUMEHEHUS TEIIOBO 00paOOTKY U TOMAaIaHus PSMBIX COJIHEUHBIX JIy4ei;

e YMAaKOBaTh TECT-OJIAHKM B UHUCTBI KOHBEPT TakuM oOOpa3oM, YTOObI TMSITHA KPOBU HE

CONPUKACATNCID e o veHn0BaHO K M3YYeHWIO pedakTopamu caiita MenYHusep - https://meduniver.com/



Ocob0ennocTu npu HH(QY3UOHHOM Tepanun

HexoTtopbie manueHTsl MOTYT MOAy4aTh UHPY3UOHHYIO TEpaIuio, MepeuBaHue KOMIOHEHTOB KPOBH,
YTO MOXKET OKa3aTh BIIMSIHUE Ha Pe3yJibTaThl T€CTOB. Hampumep, mpu nepesiMBaHUM IJIa3Mbl KPOBU
MOTYT OBITh IOJYYEHbl JIO)KHO-OTPUIIATENIbHbIE pEe3Yy/bTaThl, TaK Kak ompenaessemMbie (HepMEHTHI
HAXOJSTCA B TJIa3ME M B KJIETKaX KPOBHU. PeKOMEHIyeTCsl OCyIIeCTBUTH 3a00p KpOBU MJisi ePMEHTHOM
n JIHK-nuarnoctuku He 9 panee ueM uepes 6-7 aHeEN mocie nepeauBaHusl MI1a3Mbl KpOBU U uepe3 7-

10 nHel nocne nepeauBaHusi KOMIIOHEHTOB KPOBHU
He nonyckaercs 3a060p KpoBH

e Cpa3y MocJje MpoBeJACHHs MalueHTy HHPY3MOHHOW TepaIuu;

e Cpasy MOCJE 3aMEHHOTO MepeIuBaHus KPOBHU.
XpaHeHHe U TPAHCIOPTHPOBKA OHoMAaTepuaJia

OOpa31bl BHICYIICHHBIX MATEH KPOBU MOXKHO XPaHUTh B OOBIYHON Kamepe XonoauibHuKa mpu +40C
10 otrpaBku. Cpok XpaHEHHUs 10 MOMEHTA OTHPABKH HE JIOJDKEH MPEBBINIATh 7 JAHEH. Eciin XpaHuTh
nonblie U mpu Ooyiee BBICOKOM TeMmmepaTrype, TO aKTHMBHOCTh (epMeHTa Jake B HOPME MOXKET

CHWIKATHCA, UTO IPUBCACT K JIOKHO-ITOJIOKUTCIIBHBIM PE3YyJIbTaTaM.

PekomeHaoBaHO K n3y4yeHuto pegakropamu canta MeaYHumeep - https://meduniver.com/



