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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 nHpopmMauus 1mo 3a001€BaHNI0 WIH
COCTOSTHUIO (rpynnbI 3200 1eBAHUM UJIA COCTOSHMI)



1.1 Onpenenenue 3a00/1eBaHUsA UM COCTOSTHUS
(rpynnbl 32001€BAHUMA UJIA COCTOSTHUI)

bonesnp ®abpu (bD) nnu Oonesns Anaepcona-Oadbpu — HaCIEACTBEHHOE 3a00I€BaHUE, OTHOCSIIEECS
K TpyIre Ju30CoMHbIX Oomne3nert Hakoruienus (JIBH), oOycnoBienHoe CHUKEHHEM WU OTCYTCTBUEM
akTUBHOCTU ¢epMmeHTa o-ramakro3uaasbl A (ATAJD). Jdedurnut dhepmenTa NpuBOAUT K HAKOTUICHHIO
IMKO(POCHOIUNUIOB B JIN30COMAX KJIETOK Pa3jIMYHbIX OPraHOB, BKIIIOYAs CEpALE, MOYKU, HEPBHYIO
CUCTEMY U SHJOTEIUI COCyI0B. 3a00JIeBaHUE HOCUT IPOrPECCUPYIOLTUI MYIbTUCUCTEMHBIN XapakTep,
XapaKTepU3yeTCsl CHIDKEHHWEM KauecTBa M MPOJOIKUTEIBHOCTH >KM3HU. be3 COOTBETCTBYIOIIETO
JIEYEHUs1 CMEPTEIbHBIM MCXOJ, KaK IPaBWJIO, HACTyHaeT Ha 4-5M JNECATWIETUH KU3HU OT CEPIEYHO-

COCYZIUCTBIX, IEpeOPOBACKYSIPHBIX OCIIOKHEHUM UM TTOYEUHOM HelocTaTouHoCTH [ 1,4].



1.2 DTHOJIOTHUS U MATOT¢HE3 3a§0J1eBaHml HJIH _
COCTOSIHUA (TPynnbl 3200/1€BAHUIN UJIM COCTOSHUMN)

[Ipuuunoit Bo3HukHOBeHUss bd sBiusrorcs wmyrtamuu teHa GLA, xoaupytromero ¢GepMeHT o-
ranmakro3unasy A (GLA; EC 3.2.1.22, ATAJI). I'en GLA xaptupoBaH Ha AJTUHHOM IIJI€4€ XPOMOCOMBI

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

K nacrosmemy Bpemenu uaeHtuduiuponano oonee 600 BapuantoB B rene GLA, B ToM 4uciie okoyio
500 maToreHHBIX MYyTallMi, M3MEHSIOMMUX CBoicTBa M cTabmiabHOCTh AI'AJI [1,4]. BompmmHCTBO

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

[lepBuunbiM Ouoxumuyeckum nedextom npu bD saBnsercs Hemoctarounocts (depmenta ATAJL,
KOTOPBIM OTHICTUISICT TEPMUHAIBHBIA OCTAaTOK O-TaJJAKTO3bl OJIMTOCAXAPUIHOM LENH HEUTPaIbHBIX
rukocuHronmunuaoB. Hemocrarounocts hepMeHTa MPUBOIUT K HAKOIUICHHIO B JIM30COMAax PasHbIX
KJIETOK (PHIOTEIWAIbHBIE U  IJIAJKOMBIIICYHBIE KJIETKH COCYIOB, OIUTEIUATIbHBIE KIETKU

OOJBIIMHCTBA OPTAHOB, IIEHTPAIBHON HEPBHOW CUCTEMBI, CEP/IIA) TIIUKOC(HUHTOTUTIUIOB.



1.3 Dnuaemuosorus 3360J1§Baﬂml WJIM COCTOSTHMS
(rpynnbl 32001€BAHUMA UJIA COCTOSTHUI)

B® ortHocuTcs k penkum 3abonieBaHusiM. Yactora OONE3HM B PA3IMUYHBIX CTPaHAX BapbUPYET B
mupokux npeaenax (or 1 va 117 000 go 1 va 476 000 >xuBbIX HOBOPOXKAEHHBIX) [1]. HacToTa HOBBIX
cinyuyaeB b®, orieHeHHas Ha BRIOOPKAaX HOBOPOXKJICHHBIX MAJIBYMKOB, cocTaBuia B Utamuu 1:3100 [2],
a Ha TaiiBane 1:2400 [3]. BeposdtHo, uT0 OOJ€€ paclpOCTPAHEHHBIM SIBJISECTCS JIETKOE, aTUIUYHOE

teyeHne b®d ¢ npuzHaKaMu NOpaXe€HUsi OJHOIO OpraHa.

[Ipu npoBeieHNH CKPUHUHTA TPYIIT BHICOKOTO PUCKA Y MYKUUH U SKEHIIMH C PAHHUM UHCYJIETOM J10J15
b® cocraBuna 4,2% u 2,15%, COOTBETCTBEHHO, C TUMEPTPOGUEH JIEBOTO KEIyIO4YKa HESICHOTO
npoucxoxaeaus — 0,9-3,9% u 1,1-11,8%, ¢ TepmuHaibHON MOYeUHOU HenocTaTouHOCThIO — 0,33% 1
0,10% [1,18,36].



1.4 Oco0eHHOCTH KOAUPOBAHHUSI 3200/ 1€ BAHUSA WJIH
COCTOSIHUA (IPyNIbI 3200J1€BaHUI HIH COCTOSTHH) 110
MexayHapOAHOH CTATHYECKOH KJIACH(PUKALMH
0oJ1e3Hel U NPo0JieM, CBI3aAHHBIX CO 310POBbEM

E75.2 — llpyrue cunronunuao3sl (6one3ap Gadpn)



1.5 Knaccugpukanust 3a001€BaHust MM COCTOSTHUSA
(rpynnsl 32001€BAHUMA UJIA COCTOSTHUI)

Bb® otnocurcs k JIBH, noarpynne cpunronunuio3oB. C KIMHUYECKOM TOYKU 3PEHUS BBIACISIOT JIBE
dbopmer b® — xmaccmueckyro (m1eOOT B JI000M BO3pacTe, MYJIBTHCHCTEMHOE TOpPAXEHUE) W
HEKJIACCUYECKYI0 (TO3HEE HAYajl0, U30JIMPOBAHHOE MOPAKEHUE OJHON CUCTEMBbI OPTraHOB: TOJIOBHOTO

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



1.6 Kianmanyeckas KApTHHA 3a§0J1eBaHnﬂ WA _
COCTOSTHUSA (IPyNINbI 3200/1I€BAHUM UJIM COCTOSIHUMN)

Knunnueckue nposiinenus npu b® MoryT ObITh Ype3BbIYaTHO pa3HOOOPA3HBIMU KaK Y JIMI] MYXCKOTO,
TaK M KEHCKOTO M0JIa JAXe Y WIEHOB OJTHOW CEMbU. BBIpaKE€HHOCTh KIMHUYECKUX posiBiiecHUN bOD B

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

Buemnue ocoOeHHOCTH. ['e€MU3UTOTHBIE MYXXKYMHBI 4YacTO HMMEIOT XapaKTepHbIA BHEIIHUM BH,
HAalOMHUHAIOMINK OOJBHBIX C aKpOMETajned — BBICTYMAIOIINE CyNpaopOUTalbHBIE IYTH W JIOOHBIC

6yrpr>1, BBICTYIIAIOIIAsA HUKHAA YCIIOCTh, YBCJIIMUCHHLBIC FY6I>I, 3arraBiiast ICpeHOCHUIIA.

Koxxapie mposiBiieHUsI. AHTHOKEPATOMBI MPEACTABICHB Y€TKO OTPaHWYCHHBIMU TaIyJaMHu KpPacHOTO,
TEMHO-KPAacHOTo, OOpJOBOro, JIMJIIOBOTO WJIM CHHe-4epHOro I1Bera pasmepom 0,2 - 1,0 cm.
oOpa3syroliecss W3 CKOIUICHHH OTJEIbHBIX KPOBEHOCHBIX COCYIOB B BEpPXHHX CIOSX JCPMBI U
YTOJIICHUE JMUACPMHUCAa B BHUIE TMOBEPXHOCTHOTO THUIEpkeparo3a. Ouarn Ha HadalbHOW CTaauu
MJI0CKKE, 0oJiee CBETIOTO I[BETa W Jerdye mnoanatorcs cxarnio. C TeueHHeM BPEeMEHU OHU TEMHEIOT,
CTAHOBSTCSI TBEpPKE M CJIETKA MPHUIIOIHATHI HaJ TOBEPXHOCTHIO KOKUA. OOBIYHO OHHM PACIIONIOKECHBI
CUMMETPHUYHO B TTAXOBOM 00JIaCTH, HA SATOAMIIAX, Oeapax v B 00JIaCTH MYyTIKa, HA JaA0HsIX. EnuHUYHbBIE
AHTHOKEPATOMBI MOTYT MPUOOPETaTh BUJ CAMHUYHON aHT€OKEpaTOMBI, CapkoMbl Karomm, muoreHHon
TpaHyJieMbl, MMUTMEHTUPOBAHHOTO 0a3aJIbHO-KJIETOYHOTO M IUIOCKOKJIETOYHOTO paka B HEKOTOPBIX
CIydasiX MEJIaHOMY. AHTHOKEPAaTOMBI TPOSBISIOTCS B JETCTBE W IIOCTENEHHO C TOJaMu
YBEIUYUBAIOTCS B KOJIMYECTBE U B pazMepax. MoryT BOSHHUKHYTh Tak)K€ aHTHOIKTA3UU B CIU3UCTOU

pTa u KoHblOHKTHBE. M3BecTHBI ciiydan b Oe3 anrnokeparom.

[Tepudepuueckas HepBHas cuctemMa. b oTHOCUTCS K 00JIE3HEHHBIM MOJUHEBPOIIATUAM. Y MAIMEHTOB
¢ b® B 60-80% ciyuaeB HaOmIOAAETCS XPOHUYECKAs BBIpAKEHHAs, U3HYPSIOIas HEBpOMaTHUECKas
0071p B KOHEYHOCTAX. JlJis 3TOM OONMM THUNMWUYHBI TaKWE >KAJOObI, KaK AJTUTENbHAs Krydas OOJb,
CTpeJsitoniasi mpoH3aroiasi 00jb, 00Jb, MOAOOHAS SJIEKTPUUECKOMY paspsiiy, aKpoIrapecTe3uu —
CIIOHTAHHBIC HEMPUSATHBIC HEOOJIEBbIC OIMYIIEHUS 110 THUIY IIOKAJIBIBAHHUS WIOJIKAMHU, TIOJI3aHUS
Mypaliek B KHCTAX M CTOMAaX, alJIOAUHUS — OO0Jb B OTBET Ha HEOOJEBOM CTUMYJ, THUIEPHATUS —
gype3mMepHas 0oseBas peakius Ha 00JIEBON CTUMYJI, OHA MOXET OBITh KaK MEXaHHYECKOH, TO €CTh O0JIb
Ha IPUKOCHOBEHUE KHCTOYKOW, BaTKOM, TaK M TEMIIEPATYPHOU - IIPU TEPMUYECKOM BO3IACUCTBUU, IPU
MOBBIIICHUN TEMIIEpaTyphl OKpY Karolel cpenbl. HekoTopble mareHTsl TakKe OTMEUAIOT JICACHSIIYIO
00716 B 00JTaCTH JIAJIOHEH HA MOPO3eE.

Kpome nocrosiHHOM HeBpomaruueckoil 0onu u akpornapecre3uil 1 bO tunuyHbel GolieBble KPU3bI,
KOTOPbI€ YaCTO BO3HUKAIOT TMPHU IMEpPEMEHE MOTOAbI, JUXOpaake, GU3MUECKON Harpyske, CTpecce H
NIOCJIE TPUEMA aJIKOTOJIs. DTU AMU30/1bI MOTYT BO3HUKHYTH Y JIMI] OOOMX ITOJIOB U HAYaThCs YKE C IBYX
net. IIpu xpuze @abdbpu 6016 npuodpeTaeT Oosee MyUUTENbHBIN XapakTep, MOXKET UPPAAUUPOBATh U3
JUCTAIIBHBIX OTJIEJIOB KOHEYHOCTEN B IPOKCUMAJIBHBIE, JUIUTCS OT HECKOIBKUX CEKYHJ JO HECKOJIBKHUX

HEJIeJIb U HE CHUMAETCs HAPKOTUUYECKUMU aHAIbIeTUKamu [35].

Tounplii MexaHu3M HeBpomarudyeckol Oonmu npu bd ocrtaeTcs A0 KOHIIA HE UW3YyYEHHBIM.
[Ipenmnonaraercs, 4To0 OONb SBISETCA PE3YABTATOM CTPYKTYPHBIX TMOBPEKACHUM TOHKUX HEPBHBIX

BOJIOKOH B PE3YyJIbTAaTC HAKOILJICHUS FJIO6OTpI/IaO3I/IJIHCpaMI/II[a B aKCOHax HCPBOB, I'aHITIMAX 3aJHUX



KOPENIKOB U B vasa nervorum (JiaT. COCyabl HEPBOB). ITO OOJEBOI BapuUaHT MOJMHEBPOMATHN TOHKHUX
BOJIOKOH, Tieprdeprdeckas HeBporarndeckas 00Jb. Takke U3BECTHO O KaIbIU(PHUKAIIUN Tajgamyca Mpu

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

HapymeHHe IIOTOOTACIICHUA. vy IHannucHTOB C b® wuacto BCTPCHACTCA CHHWIKCHHUC MWW II0JITHOC
OTCYTCTBUC ITOTOOTACJICHUA. OTHU M3MEHEHHUs CBSI3aHbl C HAKOILJICHHUEM FJIO6OTpI/IaO3I/IJIHepaMI/II[a B
IOOTOBBIX KCJIC3aX M B CTCHKax KpOBOCHa6)Ka}OIJ_II/IX HX COCYHOB, a TaKKXC C IOPAKCHUCM
BETCTAaTUBHBLIX HCPBHLIX BOJIOKOH (BGFGT&TI/IBHLIIZ BapUAHT IIOJUMHEBPOIIATHMM TOHKHX BOHOKOH). B

PCAKUX ClIyHdasaXx Ha6J'IIOI[aeTCH TUIICPIruapo3s.

LlenTpanpHas HepBHAs cucTeMa. b MOXXHO OTHECTH K OOJE3HU MaJbIX COCYAOB (MallbIX apTepui u
aprepuoi). Y mnanueHToB ¢ b® BBICOK PHUCK pa3BUTUS TPAH3UTOPHBIX HIIEMUYECKHUX aTaK U
UIIEMUYECKUX/TEMOPPAarn4eCcKUX NHCYIBTOB YK€ B MOJIOJOM Bo3pacte. YacToTa MHCYNIbTa COCTABISET
6,9% y myxuuH u 4,3% y sxeHIMH. Y OONbIIMHCTBA OOJILHBIX MHCYJIBT pa3BUBaeTCs B Bo3pacte oT 20
10 50 5eT, B TOM YKCIe y KaK0ro MATOr0 U3 ATUX OONBHBIX - B Bo3pacTe 110 30 jet. [emopparuueckuii
MHCYJIBT Y MYXXYHUH BCTPEUAETCS Yallle, YEM Y KEHIIUH. Y 2/3 GOJbHBIX UHCYJBT SIBISIETCS CIIECTBUEM
aTUIMMYHOTO TE€UYEeHUs OO0JIE3HU C U30JIMPOBAHHBIM MOPAXKEHUEM COCYZIOB rojoBHoro mosra. B 50% b®
NeOI0TUPYET C MO3TOBOr0 MHCYNbTa. Benencrue storo b crnenyer momo3peBath y BceX OOMBHBIX C
pPaHHMM pa3BUTHUEM MHCYJbTA JIaXKe MPH OTCYTCTBUU OYEBUAHBIX MPHUUUH U (PakTopoB pucka. Kpome
TOT'0, BCJIEICTBUE XPOHUYECKOW UILIEMHUH T'OJIOBHOIO MO3Ta MOXKET Pa3BUBATHCS COCYAUCTast IEMEHIMS,

JUISL KOTOPOW XapaKTepHO CHUKEHUE MTaMSITH U TIoBeieHUeckue Hapywenus | 1,4,7,35].

[Topaxenue nouek. [lepBbie CUMITOMBI — MUKPOATLOYMUHYPHUS U MPOTECUHYPHUSI Yallle MOSBISIOTCS B
MOAPOCTKOBOM M B3pPOCIIOM BO3pacTe, HO MOTYT MOSIBUTHCA W HA MEPBOM JAECATWIETUU Ku3HU. C
BO3PAaCTOM IMPOTEHHYPHsI TIOCTEIIEHHO HAPACTAaeT M MOXKET JOCTUTATh HE(PPOTHIECKOTO yPOBHS, XOTS
pa3BepHYTHI HEPPOTUICCKUN CUHIIPOM OOBIYHO HE pa3BuBaeTcsa. Hepeako oTMeuaroTcst KaHaIbIICBbIC
HapyumieHus. [IporemHypuss He CONPOBOXKAAETCS HM3MEHEHHSIMH MoO4YeBOro ocaiaka. Ilo3nnee
HaYMHAETCS TTOCTENEHHOE CHIKEHNE (DYHKIIMH MOYEK, KOTOPOE MPUBOAUT K PA3BUTHIO TEPMUHAIBLHON
xpoHudeckor nmoueunou HegoctarouHocty (XITH). ITocneauss octaeTcst 0HOM U3 OCHOBHBIX PUYUH
cMepTd nauueHToB ¢ b®d, XOTs 3amecTUTENbHas IMOYEYHas Tepanus WIM TPAHCIUIAHTALMS TOYEK
MO3BOJISIIOT TMPOMJIUTh XWU3HH TakKUM OOJBHBIM. Y TAIMEHTOB C HeEKiaccuueckoil bd Bo3MOXHO
M30JIMPOBAaHHOE TTOPAKCHHE MOYeK. B TakuX ciydasx TUarHo3 MOXET ObITh YCTAaHOBJICH Ha OCHOBAHUH

WCCJIeA0BaHUS TToueyHoro Onornrara [1,4].

[Topaxxenue cepaua. [lopaxkeHue cepima OTHOCSAT K YUCIY PACHpPOCTPAHEHHBIX U MPOTHOCTUYECKU
HeOmaronpusaTHbIX TposiBiieHnit b®. MiMeHHO 3a0oieBaHus cepjlia CTOAT Ha IMEPBOM MECTE Cpeau
npuurH cMeptd y nanueHtoB ¢ b® (34% cpenn myxuuH U 57% cpeau KEHIIMH). XapaKTepHbIM
MPU3HAKOM TopaxxeHus: cepaua npu b sBnsercs runeprpodus JIEBOro Kelyaouka, KOTopas MOXKET

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

VYTonmieHne CTEHOK cepiaua Henb3s OOBSICHUTh TOJNBKO OTIOKEHHEM INIMKOC(HUHIOIUINAOB B
MHUOIIMTAX M MPOBOASIIEH TKaHH, TaK KaK UX J0Jisl cocTaBiisieT MeHee 3% oT 001ei Macchl MUOKap/a.
CooTBeTCTBEHHO, OoJiee BaXKHOE 3HAYEHUE MUMEIOT TunepTpodus muonutoB u ¢uodpos. ['uneprpodus

1 (pubpO3 MUOKap/a 4aCTO COMPOBOXKIAIOTCS AUACTOIMYECKO aucdyHKIuei neBoro xenynouka. s



OIICHKM (YHKIIMH CepAlla MPUMEHSIOT TKaHEBYIO nomruiepaxokapauorpaduro (mommiep-29xoKI'),
pe3yabpTaTbl KOTOPOH MOTYT MMETh Ba)XHOE 3HAYEHUE B JUATHOCTHUKE OECCHMIITOMHOTO IMOPAKEHUs
cepaua. Hapymenus auactonuueckod (QyHKIMM MOTYT TMPUBECTH K Pa3BUTUIO CEPICUHOU
HeaocTaTouyHOCTU. [IpU3HaKK 3aCTOMHON CEplIEYHON HEAOCTATOYHOCTHU BBISIBISIOTCS y 11% MyXuuH 1
6% >xeHmH ¢ b®. Yacto pa3BuBalOTCA MpPENCEPAHbIE U JKEIYIOYKOBBIE APUTMUM U HapyLICHMS
npoBoAuUMOCTH. MHpapKT Muokapaa OblUT JUArHOCTUPOBAH TOJIbKO y 2% mnauueHToB. Tem He MeHee,
cTteHokapauss Habmonamack y 13-20% maruentoB ¢ b® u yame npu HanUYuKM THOEPTPODHUHN JTEBOTO
xKenmynouka. V3meHeHus KiamaHoB cepana mpu bd BcTpedaroTcs 4acTo, HO OOBIYHO HE HMMEIOT
KJIIMHUYECKOro 3HaYeHUsl. BO3MOKHO MOHOCHMIITOMHOE T€UE€HHE 3a00JIEBAHMSI C TOPAKEHUEM TOJIBKO

cepaua (Heknaccuueckas bd) [1,4,13].

[Topaxenue numdarnyeckoit cucremsl. Pazsutue numdenemsl CBI3aHO ¢ HAKOIICHUEM INTUKOIHUITH/IOB
B CTEHKax JMMparnyeckux cocynoB. Y OonbHbIXx B® numpenema nposBisieTcs B MOJPOCTKOBOM HIIN
B3POCIIOM BO3pacTe W MPH OTCYTCTBUU HEOOXOJUMOTO JICUCHHS] MOXKET MPUBOAUTH K BBIPAKECHHBIM
TPpOPUUECKUM M3MEHEHUSM C W3bSI3BICHUSAMU KOXXHOTO TIOKPOBA HHKHUX KOHEYHOCTEH U

OCJIOKHATBCA POKUCTBIM BOCIHTAJICHUCM U CCIICHCOM.

OdranpMonornueckne HapymeHus. TUMUIHBIM cUMIITOMOM B® sBiseTCs MOMyTHEHHE POTOBUIIHI B
Buze 3aBUTKOB (70-90% 6onbubix) [1,14,15]. Penko BcTpewaroTcs 3a1Hss CyOKancyasipHas KaTapakTa

" ITOPAXXCHUC COCYAOB CCTHYATKHU.

N3meHeHnss co CTOPOHBI OPraHOB ClIyXa W BECTHOYISPHOrO ammapara. Y mnaiueHToB ¢ bd moxer

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

Ocobennoctu knuHUYeckor kaptunbl b® y nereii. IlepBoie knuHMUeckue nposiBienus bd y nereit
yaiie BCEro BO3HUKAIOT B MOAPOCTKOBOM M IOHOIIECKOM BO3pacTe, XOTSA HHOIJA MPU3HAKU
3a0oseBaHusi MOTyT AeOroTupoBarh U B 2-4 roga [1,4,5]. CHauana cuMnToMbl 3a00JIeBaHUSI UMEIOT
HecTIeM(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 JMIOTUMUYECKUX, OOMOPOYHBIX
COCTOSIHUH, dMU30A1MYecKre 00y B cronax win Kuctax. Eciau 6omu B pykax 1e0I0THPYIOT B BO3pacTe
MeHee 3 JIeT, TO Bepu(HUIIMPOBATh MX ObIBACT KpaHE CI0XKHO, T.K. BHEITHE MU30 00T BBITJISIUT KaK
UCTEpHKa, TICHXOMOTOpHOE BO30OykaeHHEe. KOCBEHHBIM TMPHU3HAKOM SBISETCS TO, YTO PEOCHOK
YCIIOKaWBaeTCs B TMPOXJajgHON Bojae (OacceliH), HCHBITHIBAET OOJETYe€HHE, KOTraa JIOKHUTCA Ha
XOJIOHYI0 TIOBEPXHOCTh (Hampumep, KadenpHbI T0N). B mampHelmeM >kanmo0bl Ha Ooilu B
KOHEYHOCTSIX CTAHOBATCS Oo0jiee YacThIMH W TIOCTENEHHO mpuodOperaroT tunuuHeie ans bd

ITPOABJICHUSI.

lNactposnTeponornueckue mPOsBIEHUS OOJNE3HM MOTYT OBITh OJHUM W3 TIEPBBIX CHMIITOMOB
3a00yieBaHMsI B JIETCKOM M IOHOIIECKOM BO3pacTe€ W BO3HHUKATh HA TEPBOM JECATHICTUU >KU3HH,
OJTHAKO, B CUJIy CBOEW MaJloil celu(pUUHOCTH ABIAIOTCS KOCBEHHBIMM MapkepaM b®d B coueranuu c
apyrumu Oosiee TUNUYHBIMU cuMnitomamu. Hanbonee yacto Habmoaa0TCsl CXBaTkOOOpa3Hbie 00K B

KHUBOTC, B3AYTHUEC )KUBOTA, HGYCTOﬁqHBBIﬁ CTyJ, TOIIHOTA, pBOTAa CHUXKCHHUC AIIIICTHUTA U I[e(i)I/II_[I/IT BECa.



Crnemnduueckoe «MyTOBYATOE» IOMYTHEHHE POTOBUIBI (TaK Ha3pIBacMas «BOPOHKOOOpa3HAS»
Kkeparonarusi win cornea verticillata) — yacTelii cuMOTOM B JETCKOM M MOAPOCTKOBOW MOIYJISLUN
nanueHToB ¢ b®d. Ero moxHO 0OHapyxkuth B Bo3pacte 4-5 ner. Takas cnenupuyHOCTb AenaeT
BO3MOKHBIM MPEAINONOXKUTh Hanuue bd Ha panHen cragumu. Takne M3MEHEHMs, KaK IIOMYTHEHHUE
XpyCTalMKa B BHJIE PaJMAIbHON 3aJHEN CyOKarCyasipHOW KarapakTbl - «karapakTel ®abpu» u
JIByCTOPOHHEN NEPEAHEN KaICyIIPHON M MOAKAIICYJIIPHOM KaTapaKThl PEIKO BCTPEYAIOTCS Y ACTEN U

SABIIAIOTCA TATOTHOMOHHWYHBIMU CUMIITOMAMHU Y B3POCIIbIX OOJILHBIX.

TunuyHbie KOKHBIE MposiBJIeHUs] b - aHTHOKEepaTOMbI, TAKKE MOTYT HAOJIIO/IaThCA Y TTAIIUEHTOB YXKE B
JIETCKOM Bo3pacte. llepBbie 2IEMEHTBI 4acTO MOSBISIOTCS B MOAPOCTKOBOM BO3PACTE, KaK IPABUIIO,
OBIBAIOT CAWHWYHBIMA W MOTYT HMETh HETHNUYHYIO JOKajau3amuio (yIou, TpydHas KIETKa), Ha
CIM3UCTBIX TOJIOCTU PTa, MOITOMY HMX OOHApPYKEHHE YAaCTO BEChbMa 3aTPYAHUTEIBHO M BO3MOXKHO

IMOCJIC TIIATCJILbHOTO OCMOTpA.

[TopaxkeHne mouek Takke 4acTo MEOIOTHUPYET B JIETCKOM Bo3pacTe (B 3-5 JeT), OlHaKO, KIMHUYCCKU
OHO HHUKaK HE MpOsBIseTCs. BBISIBUTH €ro BO3MOXKHO TOJBKO JaOOpaTOPHBIMU METOAaMH (CyTOUHAs
JKCKpenusa Oenka/anbOymuHa ¢ Mouoil). IlepBbIM nmpu3HAKOM AUCPYHKIIMHM MOYEK, YACTO HMMEIOIIEM
MECTO y JIeTell M TOAPOCTKOB, cTpanaromux bd, sBusercs smu3oanyueckass MUKPOIPOTCUHYPHUS U
MUKpOaTbOyMUHYpHsT (IKCKperusi anpoymuHa ¢ mModod ot 30 go 300 mr/24 4). B nmampHeiem
anbOyMHUHYpHUSI CTAaHOBUTCS TIOCTOSIHHOM, €€ ypoBeHb yBenuuuBaeTcs. Kak mpaBuio, Oosnee Tskenoe
MOpa)KeHUE MOYEK IS AETe U MOAPOCTKOB HE XapaKTEepPHO, a KIMHUYECKUE MPU3HAKU MOSBISIOTCS Ha

TPETHEM ACCATUIICTHUHN JKU3HU.

CUMITOMBI TOPAKEHHS CEPIACYHO-COCYIAUCTON cucTeMbl npu b B mOIPOCTKOBOM BO3pacTe BEChbMa
CIOXHBI JUJISI JUATHOCTUKHU. Tak y TOAPOCTKOB OBIBAIOT MEPUOIUYECKHE TOABEMBI WU TaaeHUs
apTepuaJbHOTO  JaBIICHUS, WM, Kak TNpaBUjo, OECCHUMIITOMHbIE BapUaHTBl  apUTMUM,
3aperucTpUpOBaHHBIE Ha AJeKTpokapauorpamme. OpHako, 4YeTko AuddepeHuupoBaTh paHHUE

nposiBiieHuss B® oT BO3pacTHBIX BereTaTUBHBIX HAPYIICHUI B OOJIBIIMHCTBE CIy4aeB HEBO3MOXKHO.

Jpyrumu KkpaliHE pPEAKHMMHU HEBPOJOTHYECKHUMHU mOposABieHusMu b®d y nered, ABISAIOTCA
1epeOpOBaCKyIsIpHbIE HAPYIICHUSI, CONMPOBOKAAIOIINECS TMOBBIIIEHHBIM PUCKOM HHCYNbTa. MMeroTcs
JUTEpaTypHble JaHHbIE O TNAUWMEHTAaX, MMEKIINX [OpexXoJdllue HapylEeHUs MO3TOBOIO

KpoBooOpamenus ¢ 12 et [5].

Hapymenusi cimyxa OTHOCSATCA K TUNUYHBIM TmposBieHusM b®. K Oonee paHHuUM cumMnrTomawm,
BO3HUKAIOIINM B JIETCKOM M TOAPOCTKOBOM BO3pacTe, OTHOCATCS IIyM (3BOH) B ymiax (OIHO- WU
JIByXCTOPOHHUI) U TOJIOBOKPYKEHHE K KOTOPBIM C BO3pPAacCTOM MPUCOCIUHSIETCS HEHPOCEHCOpHAas

TYTOyXOCTb

K menee crenmnduuHbiM cuMOTOMaM 3a00JieBaHUA, PEIKO BCTPEYAONIMMCS Y JCTeH U MOIPOCTKOB,
TaKX€ OTHOCSTCA OCOOCHHOCTH BHEIIHOCTH (M3MEHEHHUs IO THUIy aKpOMErajiuu), HapyIIeHHs
IbIXaHWs, AHEMUsS, CKEJICTHbIC aHoMmanuu (Aedopmarus TUCTAIbHBIX OTIEIOB MeEX()ATaHTOBBIX
CyCTaBOB IMAJIBIICB PYK C HAPYIICHHEM UX TOJBIKHOCTH, YTOJIICHUE KOHICBBIX (hajaHT MajbIEB IO

TUITY «6apa6aHHI>1x naﬂoqu»), OCTCOIICHUS, OCTCOIIOPO3, TPCIIUHBI U SPUTCMATO3HBIC U3MCHCHUA



IpUOOBUIHBIX COCOYKOB Ha JOP3aJbHON MOBEPXHOCTH SI3bIKA; TIIOCCHUT, TPAHYJIEMaTO3HBIN XEWIIUT,

TUIIOTUPCO3, 3aACPIKKaA ITOJIOBOTO PA3BUTHA, ITPHUAITU3M, U JIP.



2. Jlmarnocruka 3a00J1eBaHUsI UJIM COCTOSTHUS
(rpynnsl 320071€eBAHAMA UJIH COCTOSTHUI) MeAUIIMHCKHE
MOKA3aHUS U MPOTUBONMOKA3AHUSA K IPUMEHECHUIO
METOA0B JMATHOCTHUKM

I{I/IaFHO?; b® YCTAaHaBJIMBACTCA Ha OCHOBAHUMU COBOKYIMHOCTH AHAMHCCTHYCCKHUX MW KIIMHUYCCKHUX
HAaHHBbIX, PE3yJIbTaToOB na60paTopH0ro HUCCIICAOBAaHUA (6I/IOXI/IMI/ItICCKOI‘O U MOJICKYJIAAPHO-

TCHETUYCCKUX MCCIICIOBAHMM ).

3anono3pute b® mporie npu HAIWYMKM KIACCHUECKOTO BapHaHTa — CHCTEMHOTO 3a00JIeBaHUS C
IIOPAXEHUEM [I0YEK, CEpALla, KOXKH, HEPBHOM CHUCTEMBI, KEJIYJAOYHO-KUIIECYHOIO TPAKTa, OpraHa
3perns. OMHAKO, TTOPAKECHHUE CEp/Illa WU TOYeK MOXET OBITh €IMHCTBEHHBIM MposiBieHneM bd. YV
TaKUX TMAalMEHTOB OTCYTCTBYIOT KaKuWe-TMOO CHUMIITOMBI 3a00JieBaHMsI B JIETCKOM BO3pacTe.
JlnarHocTupoBaTh aTUNUYHbIE BapuaHThl b® MOXKHO TOJIBKO ITyT€M CKPUHUHIA TPYIIl PHUCKA.
[Ipennonarate b® cnemyer y Bcex MalMEHTOB ¢ rumneprpoduell MHOKapAa JIEBOTO KEIyJouKa

HESICHOTO TIPOUCXOXKJICHUSI U MHCYJIBTOM, Pa3BUBIIMMCS B MOJIOJI0oM Bo3pacte (10 40 ser).

Hughgpepenyuanvnas ouacnocmuxa ameuoxepamom. BBISIBIEHHE aHTHOKEPATOM SIBISIETCS BaXKHBIM
JMAarHOCTUYECKUM «KJIrouoM» npu bd. Bo BpeMs Kpu30B, CONPOBOXKIAIOIIMUXCA JMXOPAAKON H
00JsIMH, aHTHOKEPAaTOMBI MOTYT OBITh TPHUHITHl 3a TMETEXHAJIbHYIO ChIlb, YTO TPUBOAMUT K
YCTaHOBJIEHHUIO OLIMOOYHOrO JauartHo3a MeHuHrurta. uddepeHunanbHplil 1UarHo3 ClenyeT TaKxke
MPOBOAWTH C HACIEACTBEHHOW Tremopparuyeckoil tenmanrmdkrazuein Penmio-Ocnepa-Bebepa, c
anrnokeparomoit  doppaiica, aHruokeparomoid Mubennmu W OTpaHUYCHHOW HEBUGOPMHOMN

aHFHOKepaTOMOﬁ TyJIOBHIIIA.

AHTHOKEpaTOMBI TaK)K€ BCTPEUAIOTCS M MPU JIPYTUX JIM30COMHBIX OOJIE3HSIX HAKOIUICHHS: OOJEe3HU

Hlunanepa, pyko3ua03e, raHIIMO3M103€, ACIAPTATIIIOKO3aMUHYPHH U CHAJIAI03€.

bonesou cunopom. bonesoit cunapom npu b® yacto conpoBokaaercs cyoheOpunbHON TUXOPAIKON U
noBeimeHHON COD, 4TO 4acTO MPUBOAUT K YCTAHOBJICHHUIO «JIOKHBIX» JMATHO30B: PEBMATOMIHOTO

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

lloueunas namonozcus. Ilpyn U30IUPOBAHHOM MOPAKEHUH MTOYEK MOYEBOU CHHAPOM MOXKET OIIHUOOYHO

MHTEPIPETUPOBATHCS KAaK XPOHUYECKUW JIATEHTHBIM TIIOMEPYJOHEPPHUT WU HHTEPCTUIIMATHHBIN

HepUT.

Cepoeuno-cocyoucmas cucmema. CUMITOMBI CXOAHBI C KapAMOMErajlued WU apUTMUEH HEesICHOrO
reHesa.

Ogmanvmonocuueckue napyuierus. C MOMOIIBIO HIEIEBON JaMIIbl BBISBISIOT TOMYTHEHUE POTOBHUIIBI

B BHUJ€ 3aBUTKOB.

Kenyoouno-kuweunviti mpaxm. YKemyaodHO-KHUILIEUHbIE cUMNTOMBI npu bd umeroT cxoacTtBo ¢

CHUHJIPOMOM pa3ipaX€HHOI0 KUIIeYHHKa, 6oe3Hb0 KpoHa.

Huddepenumanbuplii nuarno3 b® npencrasned B [punoxenun [12.






2.1 /Kaa100bI 1 aHAMHE3

CriekTp BO3MOXKHBIX kasio0 y manueHToB ¢ b® MoxeT ObITh BeChbMa HIMPOKUM M 3aBUCHT OT (DOPMBI
3a0o0sieBaHMs (KIACCUUECKON MIIM HEKJIACCUYECKOM ), MoJia MmanuenTa (y *eHIIUH 3a001eBaHue 0ObIYHO
MpOTEeKaeT B 0oJiee JIETKOM M cTepToi (hopme), Bo3pacTa MaHH(peCTaMu 00JIC3HN U WHIUBUIYATBHBIX

oco0eHHOCTEN TeueHus 3a00JIEBaHU.
JKam00b1 1 aHAMHECTHUYECKUE COOBITHS

e OTATOIICHHBIM CEMEHHBIM aHamMHe3 (00oMM B KOHEYHOCTSIX, paHHWE WHCYIBTHI, WH(APKTHI,
XpOHHUYECKas rnovyeuHas HenocrarouHocTh (XITH) B cembe);

e YTOMIISIEMOCTD;

e JieTIpeccHs;

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

e CHI)XCHHE CITyXa, IIIyM B yIIIax;

e TOJIOBOKPYXCHHUS;

e 00MM B KHUCTSIX U cTOmax (MyYHMTEJIbHOE YYBCTBO IIOKAJIbIBAHUS WJIM TOJ3aHUSI MypalleKk B
KOHEYHOCTSIX, OOJIBIIIE B KUCTSAX U CTOMAaX (aKpomapacTe3un);

 TIOBBIIIEHWE YYBCTBUTEIBHOCTH C JIOKAJM3AIMEe B 00IaCTH CTOM U KUCTEH;

e 00JM B cycTaBax KOHEUYHOCTEH, Oeipax v rojeHsX;

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

e 0OJIM B )KUBOTE;

e JINXOPAJKa HESICHOTO IeHe3a;

e TUIOXas MEPEHOCUMOCTH XOJI0/Ia U JKaPHI;

e TUIIO- WJIA aHTHAPO3;

e XpOHHUYECKas Juapes;

e TIEPEHECEHHBIN UHCYIBT/MHCYIIBTHI,

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

e TIPU3HAKU MOPAKEHUE CEPJIECYHO-COCYIUCTON cucTeMbl (0oiu B cepaie, nepedou, U3MEHEHUsT Ha
OKTI);

e KaTapakxTa;

e [IOMYTHCHHUC POTrOBHIIbI.

JKanobwvl u anamues maxdice onucaml epa3<)eﬂe (KIUHUYECKAA KapmuHay.



2.2 Ou3uKaAJIbHOE 00CTeI0BAHUE

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

@usuKanbHoM ocmompe Mo2ym nposeIAmscs ciedyrouue npusHaku bd:

o 2pybbvie uepmul TUYQ,

o aHeUOKepamoma (8HYMPEHHSSL NOBEPXHOCHb Oedep, KUCMU, JHCUBOM, CAUUCHbIE POMOBOU
noiocmu);

o NPUBHAKU YBeTUYeHUsl Cepoyd,

o NpusHaKu nepughepuueckoco 06016020 CUHOPOMA 6 PAMKAX OUCATbHOU NOIUHESPONAMUL C
npeumMyuecmeeHHbvIM NOpadceHuemM MOHKUX B010KOH

* NPU3HAKU NEPEeHeCceHHO20 UHCYIbMA (nape3vl, HapyueHUs peyl,).

Iloopobno danmnvie uzukanbHo2o 06C1e008aHUsL ONUCAHDL 8 pA30ee «KIUHUYECKAs KAPMUHA Y.



2.3 JIabopaTopHblie JMATHOCTHYECKHE MCCIeI0BAHUS

o PexomeHnnoBano omnpenenenue aktuBHocth AIAJI B msTHaX KpOBHM, BBICYIIEHHBIX Ha
(buIbTpOBaNIBHON Oymare UM B JIEMKOLMTAX KPOBU BCEM MALMEHTaM MY>KCKOTO 1oJja (B TOM 4HCIe

Y Ha JIOKJIMHAYECKOM CTauM) JJIsl HOATBEPKAeHUS auarnosa [16, 26, 28, 29, 37].
VYpoBeHb yOeIUTEIbHOCTH peKOMEH 1Al — A (YpOBEHb JOCTOBEPHOCTH JI0Ka3aTEILCTB 3).

Kommentapuu: V' myowcuun  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 hepmeHmHo20 Mmecma HCeHWUHAM MO
HYJicHO yuumwvieamo. Ilpaseuna 3abopa Ouomamepuanra 011 NpoBeOeHUs UCCIe008AHUL 8 NAMHAX

8bICYULEHHOU Kposu npusedenvl 8 Ilpunoocenuu I°6.

e PexoMeHI0BaHO NPOBEICHUE MOJIEKYISPHO-TEHETHYECKOTO UCCIEA0BAHUS I BCEX MALIMEHTOB CO
CHI)KCHHOW akTUBHOCTHIO ¢epmenTa AIAJl m s aui KEHCKOTO Mojia TpH KIMHUYECKOM
noao3peHn Ha b® u npu HaIM4UKU pOACTBEHHUKOB ¢ b® B POIOCIOBHON: BBIABICHUE MYyTAallUl B
reHe GLA, xonupyromieM ATI'AJI w1 moATBEpKIECHUSI OUAarHo3a Ha MOJEKYJISPHO-TEHETHYECKOM
YPOBHE y MYKYMH CO CHIDKEHHOM aKTUBHOCTBIO ()epMEHTa M AJis KEHIIMH C KIMHUYECKUMU

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

KommenrTapuu: [lpu nonyuenuu nonoxcumenbHo2o uii COMHUMENIbHO20 Pe3yIbmama (epmenmHto2o
mecma y MyJdCUuH u y HCeHWUH NPOBOOUNCST NOOMEEPAHCOAIOWUTL MOLEKYISIPHO-2CHEMUYECK ULl AHATU3
eena GLA. Ilupoxoe pacnpocmpanenue anneneii ncegoooepuyuma (nanpumep, p.D313Y),
npUBOOAWUX K CHudicenHou axmusnocmu AIAJI 6 cyxom namue Kpoeu u, uno20a NOHUNCEHHOU, — 8
NetuKoyumax u niasme Kposu, ooyciasiusaem 00s3amenbHoe 8KI04UeHUe MOLEKYIAPHO-2eHEMUYECK020

amanuza 8 1a6opamopuyIo ouacHocmuxy b.

Buisignenue cemeunoti mymayuu e2ena GLA Oenaem 603ModCHbIM 00CH€008aHUe POOCHBEHHUKOB
npobanoa, evlsasleHuUe 2emepo3ucomuslx HocumenvHuy b®, a makdce nposedenue npenamarbHoOu u
NPeUMnIAHMAYUOHHOU Ouashocmuku. 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 ¢ NpUMeHeHUuem CMAaHOAPMHbIX Memooos

0OHApYHCUMb He YOaemcsi.

o PexomMeHI0BaHO BceM MalMEHTaM C KIMHUYECKOM KapTtuHOW b®d- ompeneneHne KOHUEHTpauuu
moborpuaosunchunrosuta (Lyso-GB3) B msTHax BBICYIIEHHON KpOBHU WIM IUIa3M€ KPOBH IS

OMOXMMHUUYECKOTO MOATBEpKAeHUs auarHosa [10, 30, 38].
VYpoBeHb yOeIUTEILHOCTH peKOMEeHIanK — B (YpOBEHB JOCTOBEPHOCTH JI0KA3aTEILCTB 3).

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

j1asMe KpOBHU BCEM INAIMCHTAM C YCTAHOBJICHHBIM JIMArHO30M b® epea Ha4aJoM TCpallru U Ha



done pepmentHo 3amectutenbHOl Tepanuu (D3T) ana OmoXxuMUYECKOro KOHTPOoJs Jedenus [10,
30, 31, 38].

VYpoBeHb yOeTUTETBHOCTH pEKOMEH 1Al — B (YpOBEHBb TOCTOBEPHOCTH JJOKA3aTEIIbCTB 3).

Kommentapuu: KonuecTBeHHOE onpedenenue 2moco buomapkepa no3eossenm Gblis/simb He MONAbKO
MYHCUUH, HO U dHceHuwuHn ¢ BD, umo nonesHo 01 ymouHenus KIUHUYECKO20 CMAmMycd HCeHUJUH -
eemeposucom, a makxdce Ol paspeuieHuss mpyoHvlX OUdAeHOCMu4eckKux ciyuaes. Bmopoe eadsicnoe
npumenenue Lyso-GB3 — smo moHumopune cocmosanusi u d¢hpexmusHocmu mepanuu nayueHmos c
b®. Ilokasano, umo npu adexseamnoti @3T konuuecmseo cyocmpama 6 niasme 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 Npakmuyecku Huxoeoa He oocmueaem HOPMAIbHbIX 3HaueHull. Ilpasuna 3abopa
buomamepuana 011 NPOBEOEHUs UCCLE008AHUL 8 NAMHAX BbICYUWEHHOU KPOBU NPUBEOeHbl 8

IIpunoscenuu I'6.

o He pexomenayercsi mpoBeraeHHe OHWOIICHM M IIaTOJOTO-aHATOMHYECKOTO WCCIICIOBAaHHS TKaHEH

MOYKH W cepila JUisl TMalUeHTOB ¢ KIMHUYECKHM TMomo3peHueM Ha b®d nms moaTBepkaeHus
nuarnosa [13, 26, 29].

VYposeHb yoenutenbHOCTH pekoMeHaanuu — C (YpoBEHb JOCTOBEPHOCTH JOKA3aTEIIbCTB J).

Kommenrapuu: Hecmomps Ha mo, umo 0anHvle Memoobl UCCIe008aHUL MO2YN ObIMb UCHOIb308AHbL
ons  oupgepenyuanvroi  Ouachocmuxu bBD, npeonoumenue O0ondcHo omoasamvcs  MeHee
UHMEPBEHYUOHHBIM ~ MEMOOAM  UCCLe008AHUS,, MAKUM KaK (hepMeHmHas OuacHOCmuKa uiu

MOJEKY/IAAPHO-cEHEeMUYEeCKoe obcnedosanue

o PexoMeHI0BaHO TIpOBeACHHE  J1A0OPATOPHBIX  HMCCJACAOBAaHWUN  COIIAaCHO  KIMHUYCCKUM
pekoMeHaanuaM 1o BeaeHuto manueHToB ¢ XIIH npu Hamnuwmm y nanumenta ¢ b® npuszHakos

MOPaXKEHHUS TTOYEK C LIEJIbI0 OLIEHKH COCTOSIHUS TOUEK He pexke 1 pa3za B 6 mecsues [26, 28, 29].
VYpoBensb yoenuTeapHOCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).

o PexomMeHgoBaHO TpoBelcHHE  J1a0OPATOPHBIX  HCCIAEAOBAHUM  COMIACHO  KIMHUYECKUM
pPEKOMEHJAIMsAM TI0 BEACHHWIO MAIMEHTOB rurnepTpoduueckoit kapauomuonarueit (KP283) mpu

Hanuyuu y nanuenta ¢ b® npusHakoB nopaxeHus: cepAaeuHon Mbimisl [13, 26,28,29].
VYposeHb yoenutenbHOCTH pekoMeHanuu — C (YypoBEHb JOCTOBEPHOCTH JOKA3aTEIbCTB 4).

o PexoMeHI0BaHO BHE 3aBHCHUMOCTH OT KIWHUYECKUX TMPOSBICHUN PETYISIpHOE ONpeiesieHue
KOJTM4YecTBa Oesika U adbOyMHHa B CyTOYHOU MOYe (MHUKPOATIbOYMUHYPHUH/ IPOTEUHYPHUH), @ TAKKE
MPOBE/ICHNE OIICHKH YPOBHS PacueTHOW ckopocTu kiyboukoBoi ¢uibrpanuu (CK®) ucxomHo u
nanee He pexe | pasa B 6 MecslleB BCEM IMAlMEHTaM C YCTAHOBJIEHHBIM Auar€Ho3oM bd wu

0eCCHMIITOMHBIM NAIMEHTAM, BBIABICHHBIM IIPU CEMEWHOM CKPUHHMHIE Ul BBISIBICHUS MATOJIOTUU
nouek [26,28,29, 39].



VYpoBeHb yOenuTeIbHOCTH peKOMeHaauu — B (YpOBEHBb JOCTOBEPHOCTH JI0KA3aTEILCTB 2)



2.4 UucTpyMeHTA/IbHbIC JUATHOCTHYCCKUE
UCcJIe0OBAHUSA

o PexoMeHI0BaHO 17151 BBISABICHUS MOpPAXEHHUs! OEJIOro BeEIlecTBa T'OJIOBHOTO MO3ra, MIIEMUYECKHUX
ouaroB y nauueHToB ¢ b® nposoaute MPT rosoBHOro mMo3ra npu yCTaHOBIIEHWH JIMArHo3a U HE
pexxe 1 paza B rog B ciiydae, €ClM M3MEHEHHsI ObLIU BbIsiBIEHBI 10 Hadana O3T unu 1 pa3 B 36

MECSIIEB, €CJIM U3MEHEHHUS ObLITN BhIsIBIICHBI MToce Hadana 3T [26-29, 40].
VYpoBeHb yOeTUTETBHOCTH peKOMEH 1AM — B (YpOBEHBb TOCTOBEPHOCTH JOKA3aTEIIbCTB 3).

Kommentapmii: /lpu MPT 2onoenoco mosea y nayueHmog mMocym OOHAPYHCUBAMBCA ULUEMUYeCKUL
UHCYTIbM, MUKDPOKPOBOUBNUAHUS U BHYMPUMO3208ble 2eMaAmoMbl, USMEHEeHUs 6elo2o eeujecmea
(netikoapeo3) u cepozo eeuwjecmsa (Kamrbyugurayus 3a0He20 Manamyca), a maxice cocyoucmole
manvhopmayuu, NpeuMyuecmeeHHo NpeoCmasieHtvie OONUXOIKMAUAMU — 8epMedPOOA3UTAPHOL
apmepuu. Omu usMeHeHUs He ABNAIMCA 8blcoKocyeyupuunvimu 0ns bD, mozym ecmpeuamvcs y

nayueHmos ¢ Opy2ot namono2uell.

o PexomengoBano nanuenram ¢ b® koHcynpTanys Bpada-kapauosora He pexe | pasa B 6 MecsiueB U
KapIuoJiornyeckoe  oOcCleqoBaHue, BKJIIOUYarollee 3xokapauorpaduio  (Ipu  MEPBUYHOM
oOcnenoBaHnu MU nanee He pexe 1 pasa B 12 mecsieB), 12-xkananpayro OKI' (mpu mepBuuHOM
oOcnenoBaHuu U jainee He pexe | paza B 12 MecsieB), XOATEPOBCKOE MOHUTOpPUpPOBaHUE (IIpU
NEepBUYHOM 00OCIIEIOBAHUHU U Jaee He pexxe | pa3a B 12 mecs1eB) Jjisi CBOEBPEMEHHOTO BbISIBICHUS

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

KommenTapuu: Xapaxmepnvim npuznaxom nopasxcenus cepoya npu bBD sensemca eunepmpogus
11€6020 JiCeny00yYKd, KOmopasi Modcem Ovimb @viasiena c¢ nomowwto IKI, sxoxkapouocpaguu u
MA2HUMHO-PE3OHANHCHOU momozpaguu. [{na oyeHku @Qynkyuu cepoya npUMeHsiom MmMKAHEGYIO
donnnepaxokapouozpaguio (Oonniep-OxoKI'), pe3yrbmamel KOMOPOU MO2Yym UMEMb BANCHOE

3HAYeHUe 8 OUacHOCmuKe 6ecCuMnmoMHO20 nopastCerusl cepaua.

o PexomMennoBaHo mamueHtam ¢ b® B kapamosjorudeckoe obOciemoBaHME Takke BKiIo4arh MPT
cepana (Mpu TEPBUYHOM OOCJICAOBaHMM W Jajee He pexke | pasa B 12 mecsameB) s
CBOCBPEMEHHOTO BBISBJICHUS W/WJIM MOHUTOPHHTA KapIUOJOTMYECKUX u3MeHeHui [9, 11, 26 -29,
41].

VYpoBeHb yOenUTEIbHOCTH peKOMEeHAau — A (YPOBEHB IOCTOBEPHOCTH JJOKA3aTENbCTB 1).

e PexomengoBano Bcem mnamueHtam ¢ b® ocmorp BpadoM-odTanbmonaoroMm (IpU NEPBUYHOM
oOcieloBaHNM U Jajee He pexke | pasa B 3 roaa), BKIIOYAIOMIMKA HCCIEIOBaHUE MEPEIHErO
CErMEeHTa I1a3a METOIOM OOKOBOTO OCBEILIEHUS, ONIpeieieHHE 1e(DEeKTOB MOBEPXHOCTH POTOBUILIBI U
oOcienoBaHre a3HoOro AHa (0(TaJTbMOCKONHNHM) C LIEJbIO BBISIBICHHUS TOMYTHEHUS POTOBHIIBI U

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

ypOBeHB Y6eI[I/ITeJIBHOCTI/I PECKOMCHAAINH — B (yp0BCHB JOCTOBCPHOCTU NOKA3aTCJILCTB 3)



KommenTtapuu: C nomowbwio wujenesoil 1amnol 8bIA6IsI0M NHOMYMHEHUE PO208UYbl 8 BUOE 3AGUMKOE.
Cxo0Hble usMeHeHUs: po2osuybl HAOIIOOAOMCSA NPU YROMpedieHUU 1eKapcme U3 epynnvl X10poXuHos
unu amuooapona. Ilpu obcnedosanuu 2nazno2o OHa 3a4acmyro Habar0O0aemcs 3a0HssL CYOKanCyIapHas

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

o PexomengoBano mnamventaMm ¢ b®d B Bo3pacTe crapmie S5 JIeT TOHaJbHAs ayIUOMETPUS
oOciieJoBaHrE MPU NEPBUUYHOM OCMOTpE M Jajee He pexke | pasa B 3 roja C I€NIbIO PaHHEro

BBISIBIICHUS HApYILIEHU cityxa [26-29].

VYposens yoenuteabHOCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).



2.5 Uubple TMArHOCTHYECKHE MCCJIeIOBAHNSA

o PexomeHgoBaHa KOHCyNbTallMs Bpada-neauarpa JETAM C YCTAHOBIEHHBIM IuarHo3om bd ecnu
OHM HE MPOBOAWIIOCH B MPEIIIECTBYIOMKE 6 MECSIIEB ISl OLICHKH OOIIETO COCTOSHUS 3I0POBBS U

omnpe/iesiCHUs TaKTUKU JaJibHEeIe Tepanuu [26-29].
VYpoBeHb yoenutenbHOCTH pekoMeH1anuu — C (ypoBeHb JOCTOBEPHOCTH JOKA3aTEIbCTB J).

o PeKOMeH)IOBaHa KOHCYJIbTallMA Bpada-TCparcBTa JJId IMaucHTa CTapme 18 ner ¢ YCTAaHOBJICHHBIM
JAUAarao30M b® ecnu oHu He IMPOBOAUIIOCH B IPCAINICCTBYIOIINC 6 MECALICB AJIs1 OLICHKHU 06H1€F0

COCTOSIHHS 3JIOPOBbSI M ONIPEAEIICHUS TAKTUKH JabHEWIe Tepanun[26-29].

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



3. Jleyenue, BKJIKYAST MeTUKAMEHTO3HYIO U
HeMeIUKAMEHTO3HYI0 TepalluH, JTUeTOTEPAIHUIO,
00e300/1MBaHNe, MEIUIIMHCKHE NTOKA3aHUA U
IPOTHBONOKA3AHUA K IPMMEHEHUIO METO/I0B JIeYeHHU S

Jlns marorenetnyeckoro jeueHus b® paszpaborana ¢pepMeHTHas 3aMecTUTENbHAs Tepanus, HO BCEM
IalUeHTaM OJHOBPEMEHHO IIPOBOAUTCA CHUMIITOMATUYECKOE JICYEHHE OCHOBHBIX OCIIOKHEHUMU

3200JIcBaHUA.

3.1 IlaToreHeTn4YeCKOE JICUCHUE

e PexomengoBano mposeneHue @®3T BceM mManMeHTaM MYKCKOTO I0ja MOcCie Bepudukanuu
nuartHoza JsaboparopubiMu  MetonamMu. DO3T cnocoOCTByeT CHIXKEHHMIO MAacChl cepiala Hu
yMeHbIIeHn0 HakorieHus: Gb3 B moukax, TOTia Kak BIUSHUE Ha MOPaKEHHWE HEPBHOW CHUCTEMBI

YCTaHOBJICHO B MEHbIIIEH cTenenu [44, 46, 48].
YpoBeHb yOeIUTETbHOCTH peKOMEH 1A — A (YpOBEHBb JOCTOBEPHOCTH J0Ka3aTEILCTB 1).

Kommentapuu. Kpumepuu nasnauenus @D3T npusedenvt 6 npunogcenuu 1'3. B Poccuiickou
Deoepayuu 3apecucmpuposano 2 npenapama onra P3T FD — acancuoaza arvpa™* u acancuoasza
bema**. Aeancuoaza anvha™* u acancuoaza bema™* ovinu 3apecucmpuposanvl 8 mupe Ha OCHOBAHUU
pe3yIbmamos  paHOOMUBUPOBAHHBIX, — NAAYEOO-KOHMPOIUPYEMbIX — UCCIe008AHUL, 8  KOMOPbIX
3amecmumenbHas mepanust YMeHbUulaid 8blpAdCeHHOCb He@PONAmu4eckoll 00U, 8bl3bl8and peapecc
aunepmpouu  1e6020 JicenryoouKa U Cmadunu3ayuro QYHKYuU NoYeK, 3a0eprcusanrd pazsumue
NOYEYHOU U CepOedHO-COCYOUCMOLL HeOOCMmAamoyHocmuy no cpasueruio ¢ niayedo. Ilo oannvim
CUCTEMAMUZUPOBAHHO20  0030pa  aumepamypul, 3QGexmusHocms  3amMecmumenvHolu  mepanuu
usyuanacy no Kpauneu mepe 6 48 npocnekmueHviX UCCIe008aAHUAX (KOHMPOIUPYEMBIX ULU
Haonooamenvhovlx). B 22 uz nux npumensiu azancuoasy aivgha**, ¢ 22 — acanrcuoazy oema**, a 6 4
uccnedo8anuax oviiu 0600weHvl pe3yibmamsl npumerenus oboux npenapamos [19-22]. B yenom
pe3yibmamsl SMux uccie0os8anull noomseepounu onazonpusmuoiil 9¢pghexm 3T na ghynkyuro cepoya u

Nno4eK, Hesponamu4eckyio 00Ib U KAuecmeo HCU3HU nayuermoe, yjiaydulernue ciyxa u 6€C7’I’lu6yﬂﬂpH0ﬁ

QyHxyuu.

B Hacmoswee 6pems ucciedo8anuil, 8 KOMOPLIX 8 X00e NPIMbIX CPABHEHULl ObLiu Obl NOTYYeHbl
ybeoumenvbHvle 00KA3AMENbCMEd NPpeuMyuecmea (Uiu Omcymcmeusi makoevlx) npumeHeHus: 00H020 U3
Gepmenmos, nem [50]. Aeancuoazy anvga** 66ooam 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 meoenu. lloopobHo
npu2omMogGieHue pacmeopos 0 66e0eHUsi ONUCAHO 8 UHCMPYKyuu K npenapamam. llepsvle e6edenus
npenapamosg O00JdiCHbl Oblmb coenanvl 8 yciosusx cmayuonapa. Oba npenapama He cooepicam

KOHCEPBAHMOB U NOONENCAM HeMeOleHHOMY 86€0€HUI0 NOCe NPUSOMOGIEHUSl PACMBOPaA 01 UHQDY3ULUL.

B cjlyuae HenepeHocumocmu (pa36umuu CEPBLE3HBIX HeodtceamellbHblx noOOYHBIX peam;uzl), 603MOIHCEH

nepexoo ¢ 00HO20 npenapama Ha Opyeou. Pewenue o 3amene nexapcmeennozco cpeocmea



npuHUMaenmcs KOHCUIUYMOM cneyuaiucmos, a nayuerm ujiu e2o 3dKOHHble npe@cmaeumeﬂu O00JIJICHDI

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

Bseoenue D3T nposodumcs pe2yisapHo npu HAAUYUU NOKA3AHUL, 8 CIyYyde OCI0NHCHEHHO20 MeYyeHUsl
OONe3HU - 8 YCNOBUAX KPY2IOCYMOUYHO20 CMAYUOHAPA, 8 CMAOUILHOM COCMOSAHUU — 8 CMAYUOHApe
OHesHOo20 npebvlganus uiu amoynamopHo 1 paz 6 2 nedenu. Cnedyem obpawyams SHUMAHUE HA
CcoON0OeHUe UHMEPBAO8 MedHcOy UHDY3UAMU U HeOONYCMUMOCHb Nepepuléod 8 mepanuu, m.K.
HapyuleHue pexcuma jledeHus CONposoNcoaemcs NomeHYUuaIbHblM PUCKOM VXYOULeHUSI COCMOSHUSL
nayuenma u npoepeccupoganusi cumnmomos bD. Bce nayuenmvi ¢ BD OondcHbl npoxooums

KOHMPOJIbHble 00C1e008aHUL (MOHUMOPUHZ) C YelbI0 OYEHKU dhhexmusHocmu i1edeHusl.

llobounvie s¢hghexmul. Ilepenocumocmov D3T 06b1yHO Xopoutas. OCHOBHBIMU HeNCELAMENbHbIMU
agphexmamu mozym Ovimb peakyuu Ha 66edeHue npenapama (03HOO, AUXOPAOKA, MOWHOMA,
maxukapous, 3y0, muaneus, 601U 6 KOHeYHOCMSX, 20/108HAsL 001b, 0L 8 2pyou), 8 OCHOBHOM JecKue

UU YMEPEHHO 6bIPAINCEHHDLE.

B cnyuae pazsumus msasjicenvix peakyuti nOGbIUEHHOU YYECMEUMETbHOCIU UIU AHADUIAKMUYECKUX
peakyuli HeobXo0UMo HeMeONeHHO NPeKpamums UH@Y3U0 U HA4amov mepanuio ¢ coonooeHuem

COBPEMEHHbLX CI’I’lClHOCZleO@ OKA3AHUSL HEOMLONCHOU MGOMMMHCKOﬂ nomowu.

e PexoMeHI0BaHO y JUI] MY>KCKOTO Tojia ¢ kinaccuueckor gopmoit b O3T nHaumHaTh ¢ MOMEHTA

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

e PexomengoBano sxeHmuHaMm ¢ b® nHaumbHate ®3T mpu HaTWYUU CIAEAYIOIIMX KIMHUYECKUX
MPOSIBJICHUHN 3a00JI€BaHUs, CHUKAIOLIUX Kaue€CTBO >KM3HU W/WIH, NMPU3HAKU MPOTPECCUPYIOIIETO
MOpPaKEHUsI OpraHOB-MUIICHEH: Kpu3bl Pabpu W/Miau PEe3UCTEHTHAs K CTaHAApTHOM Tepanuu
pelUANBUPYIONIAs WA XPOHHUYECKAash HeBpomaruueckas Oo0b B KHUCTSIX M CTOMAaX W\WIX
NEPCUCTUPYIONIAsl MPOTEUHYPUSI M\IJIM CHIDKEHUE CKOPOCTH KIIyOOouKoBOM (uibrpanuu <80 mur/
MuH/1,73 M2 u\uiam nopakeHue cepiua M\WIM HapyLIEHUsS MO3TOBOTO KpOBOOOpAIICHHsS W\WIN

UILIEMUYECKHUE N3MEHEHUSI TOJIOBHOTO MO3ra, BbisiBiieHHbIE ITpu MPT [47,48].
VYpoBeHb yOeIUTEIbHOCTH peKOMEH 1Al — A (YpOBEHb JOCTOBEPHOCTH J10KA3aTEILCTB 3).

» He pexomenaoBano nmanuentam ¢ b® nposeaenne O3T B crenyronmx ciaydasx: 0EpeMeHHOCTh U
NEepUoJ KOPMIIEHMSI TPYAbHO; MPUCYTCTBHE JAPYroro ONACHOTO I JKU3HM 3a00JieBaHus, IpU
KOTOPOM TIPOTHO3 BpsiA Ju Oyner ynyuimieH ¢ nomombio D3T; y KOTOphIX HMMEIOTCS OYEHb

CEPbE3HBIE OCIOKHEHUS (HATPUMED, TSKEIbI HHCYIIBT, PeaHUMAIIMOHHBIE MaueHTh)[48].
VYposensb yoenuTeabHOCTH pekoMeHaauuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).

Kommentapuu. Kpumepuu ommenvr @3T npusedenvt 6 npunodicenue 1'4. Jxcnepmol cuumarom, 4mo
OMMEHAMb JleueHUe Y NayueHmos ¢ maxceiol 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 OMMEHAMb JledeHue y NayueHmos Ha Ooudanuze, 0adce eciu OHU He Nooxoosm OJis



MPAHCNAAHMAYUYU NOYKU, U ) NAYUEHINOE CO CHUMNCEHUEeM KOSHUMUBHLIX QYHKYULUL 110001 dMUOIO0SUU.
Hauano u npooonscenue @3T y maxux nayuenmos OOIHCHO pPACCMAMPUBAMbC 8 UHOUBUOYATbHOM

nopsoxe.

3.2 CumMnroMaTu4eckasi Tepanus

[To cumnromarnueckoil Tepanuu b HET paHIOMH3UPOBAHHBIX KOHTPOJIUPYEMBIX HCCIENOBaHM. B
myOIMKaUsAX MPUBEIEHBI PEKOMEHIAIMU, KOTOPhIE OTPaXKalOT HKCIEPTHOE MHEHUE CHEIUAINCTOB U3
pPa3HBIX CTpaH M ONBIT JIEYEHUS pPa3HBIX KOTOPT NALMEHTOB B Pa3HbIX KIWHUKaX. [IpuMeHeHue
OOJIBIIMHCTBA IPernaparoB s Tepanuyd HeBpOnaTuyeckor Ooyu AJsl 1eTed U B3POCIbIX, MPOBOAUTCS
«BHE MHCTPYKLUW», IO3TOMY HE NPEJICTABICHBI B BUJIE Te3uca-pekomeHgannu. OgHako, npenaparsl
MOTYT OBITh Ha3HAUEHBI MAlMEHTaM IO PEHIeHHI0 BpaueOHO#l komuccuu [35, 51]. YV mamueHToOB C
XPOHUYECKOM HEBPOMATHUECKON OOJNBI0 M aKpOMapecTe3WsIMU CIEAYeT MO BO3MOXHOCTH YCTPAHUTH
(dakTophl, MPOBOIUPYIOIIME TOsBICHHE OO0NM, Hampumep, Oonbiiue (uU3NUecKre HarpysKH,

SMOLIMOHAJIBHBIN CTPECC, U3MEHEHUE TEMIIEPATYPBhI.

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

Hj-rucraMuHOBBIX peLIENITOPOB UM MHTMOUTOPOB IPOTOHOBOIO Hacoca [26-29].
VYposeHb yoenutenbHOCTH pekoMeHaanuu — C (YpoBEHb JOCTOBEPHOCTH JOKA3aTEIIbCTB J).

o Pexomenayercsi y nauueHToB ¢ b® i1 ymMEHbIIEHHUS] MPOTEHMHYPUHU M JICYCHUS apTEpUaAIbHON
TUNEPTOHUHN TpUMEHATh HHruOutopel AIlD wu OGmokatopsl peuentopoB aHruoreHsuHa Il

oOaaroImuMu HeQpOPOTEKTUBHBIMU CBOMCTBaMH [26-29].
VYpoBens yoenuTenbHOCTH pekoMeHaanuu — C (ypoBEHb TOCTOBEPHOCTH JOKA3aTEIbCTB 5).

o Pexomenayercss y mamueHtoB ¢ b®  npu  pubpwnsaumm  mpeacepauil  MPOBOAMTH

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

VYpoBens yoenuteabHOCTH pekoMeHaanuu — C (ypoBeHb JOCTOBEPHOCTH JI0KA3aTEIbCTB J).

3.3 Xupypruueckoe Je4eHue

o PexomeHnayercsi B ciiyyae pa3BUTHUS TEPMUHAIBHOW MOYEYHOM HEIOCTATOYHOCTH y MALIMEHTOB C

b® nevyenune remoauaaTu30M U/ W TPAHCIUIAHTAIMIO MTOYKHU [26-29, 52].
YpoBennb yoenureabHOCTH pekoMeHAaMu — C (YpOBeHb J0CTOBEPHOCTH I0KA3aTeJbCTB 4).

KommenTapum: TpaHCIuiaHTanusl modek namueHtam ¢ b® npu pa3BUTHM TEPMUHAIBHON MOYEYHOU
HEJOCTAaTOYHOCTU  IPOBOJUTCS B COOTBETCTBMM C  METOJWYECKMMH  PEKOMEHJALUSIMU

«Tpancrmantamus noukuy ID: MP34 (http://cr.rosminzdrav.ru/).



e Pexomenayercs nanuentam ¢ b® c arpmo-BeHTpHUKYISIpHONU OJIOKaAONH MUMIUIAHTALUS BOIUTEIIS
pUTMa, a IPU HAJIWYUM YTPOXKAIOIIMX JKU3HU apuUTMUN — KapAuoBepTepa-aepuOpuuatopa B
COOTBETCTBUM C pa3paOOTaHHBIMM KIMHUYECKUMU PEKOMEHJALUUsAMU Ul JICUEHUS JaHHOMN

narojoruu [53].
YpoBennb yoenureabHOCTH pekoMeHAaMu — C (YpOBeHb J0CTOBEPHOCTH 10KA3aTeJbCTB 4).

° PeKOMeH)]yeTCﬂ o >KeJlaHui mnauueHta ¢ bd YAQJICHUC aHT'MOKEPATOM C IIOMOIIIBIO aproHOBOr0

nazepa [54].

YpoBeHb yoenuTeabHOCTH pekoMeHaanuu — C (ypoBeHb I0OCTOBEPHOCTH JI0KA3aTeIbCTB 4).



4. MeaquuMHCKAA peadUIuTANMA U CAHATOPHO-
KYPOPTHOE JIeYeHH e, MeTUIIUHCKUE NOKA3AHUA U
INPOTUBONOKA3aHNA K IPUMEHEHUI0 METO10B
MEAMIUHCKON peaduIuTanuu, B TOM YU CJIe
OCHOBAHHBIX HA UCIOJIbL30BAHUM NMPUPOIHBIX
Je4eOHbIX (PAKTOPOB

e Pexomenayercst 15 manueHToB ¢ b® ¢ BbIpakeHHBIM OOJEBBHIM CHHJIPOMOM U CKJIOHHOCTH K

MICUXO3MOLIMOHAJIBHBIM PACCTPOMCTBA OKA3aHUE PETYIISIPHON ncuxoiorundeckor nomomu [ 1,27, 55].

YpoBeHb yOeAuTEeIbHOCTH PeKoMeHAaunu — B (YpoBeHb 10CTOBEPHOCTH J0KA3aTEJbCTB 3).



S. IIpoduiaakTuKa ¥ AUCHAHCEPHOE HAOJIIOIEHHE,
MEIUIMHCKHNE NMOKA3AHUSA U MPOTUBONOKA3AHUSA K
NMPUMEHEHHUI0 METOA0B NPOPHIAKTUKH

llayuenmor ¢ BD nysxcoaromces 6 nOCMOAHHOM KOHMPOJE COCMOSHUA PA3IUYHBIX CUCTEM OP2AHO8 U
HabmodeHuu epavell pasuvl cneyuanvrocmei. [Ipumepnwviil nian obcredosanus nayuenmos ¢ bd
npuseden 6 Ilpunosxcenuu I'5, HO 8 CpoKu u 00bEM UCCNIE008AHULL TleUaUuUM 8paiomM Mo2ym Oblmb

6HECEHbL KOPPEKMUBLL C y4enmom ocobennocmetl mevyenus 3a00/1e6anuUs Y KOHKpemHoco nayuerma.

° PEKOMeHIlyeTCﬂ MoCJIC YCTAHOBJICHUSI OUArHo3a IIallUCHTY C b® wumu ero O(i)I/II_[I/IaJ'IBHBIM
NpCaACTaBUTCIIAM, KOHCYJIbTAallUsl Bpada-TCHCTHUKA C ICJIbIO pacdCTa rCHCTUYCCKOI'O pUCKAa B CCMBC,

aHaJIM3a POAOCIOBHON U 00CYKICHUSI BO3MOXKHOCTEH MpeHaTaabHOU TUarHoCcTuku [28, 56].
VYposensb yoenuteabHoCTH pekoMeHaannu — C (ypoBeHb JOCTOBEPHOCTH J1I0KA3aTEIbCTB 4).

KomMenTapuu: ['eMH3UTOTHBIE MYXYHUHBI WMEIOT €AMHCTBEHHYI0 MYTAaHTHYIO X-XpPOMOCOMY, YTO
ornpenesseT Kiaccuueckuii peHotun 6osie3nu. OHU nepesaroT MyTaHTHYIO0 XPOMOCOMY TOJIBKO CBOMM
J0YEPsIM, HO HE CHIHOBBSIM. TakuM oOpa3zom aodepu OosbHbIX BD OTIOB MMEIOT OJJHY HOpMaIbHYIO U
OJTHy MYTaHTHYIO XPOMOCOMY, T.€. SIBIISIFOTCA TE€TEPO3UroTamMu. B omuunu oT Apyrux X-CLETIEHHBIX
3a00yieBaHMil OBIJIO TIOKA3aHO, YTO Yy YACTH TETEPO3UTOTHBIX JKCHIMUWHBI ¢ MyTanued reHa GLA
pa3BuBatoTCs TsoKenble mnposiBieHus bd, TpeOyromye MeTUIMHCKON MOMOIIM M BMEIIATEIbCTBA.
MexaHusM, MOCPEACTBOM KOTOPOIO y TE€TEPO3UTOTHBIX JKEHIIWH Pa3BUBAIOTCS >KU3HEYTIPOXKAIOLINE
CHUMIITOMBI, HE JI0 KOHIIa U3BECTCH. Y OOJBIIMHCTBA M3 HUX UMEETCS MOYTH HOPMAJIbHBIN YPOBEHD
UPKYJIUPYIOUIero (GepMeHTa 3a C4eT TOTo, YTO CIy4YalHBIA MPOLIECC MHAKTUBALUU X-XPOMOCOMBI

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

YuuteiBas THN HACIEIOBaHUS JAHHOTO 3a0oneBaHus (X-CUEMJICHHBIN) IS KaKIOW MOCIEIYIOIIeH
OepeMEHHOCTH:

e Yy )KCHIIUHBI-HOCUTEIbHULIBI MyTallMU PUCK POXKACHHUS OOJBHOTO Manibuuka coctaBisieT 50%, puck
POXIECHUS 1€BOYKU-HOCUTENIBbHUIIBI MyTauu — 50%;

e Yy MY)XYUHBI-HOCUTENS MyTallUHd PUCK POXKICHUS JEBOUYKU-HOCUTEIbHULBI MyTannu — 100%.

B cempsx, rae ecTh mauyeHThl ¢ YCTAaHOBJIEHHOW MYyTallMEN, CYIIECTBYET BO3MOXKHOCTH ITPOBEICHUS
IPEUMILIAHTALIMOHHON U MPEHATAIBHOW JUAarHOCTUKU. [IpeHaranbHast 1MarHoCTUKa BO3MOYKHA IIyTEM
n3mepeHus: akTuBHOCTH AIAJI B KieTKax BOPCHH XOPHOHA, a TAKXE METOAaMU MPSIMOM WU

kocBeHHOU JIHK-auarHocTukm ajist ceMet ¢ M3BECTHBIM I€HOTHIIOM.

e Pexomenayercss y mnauumeHToB ¢ b® s npodunakTUKM MHCYJIbTa JAJIMTEIbHAS TEparus
alEeTIIICAIUIIUIIOBOM KHUCJIOTOW, MPEXJe BCETO MPU HAIMYUM JTOTIOJHUTENIBbHBIX (PAaKTOPOB pHUCKA
(MOXuUJI0i BO3pACT, TPAH3UTOPHAS MIIEMUYECKash araka B aHAMHE3€, apTepualibHas TUIEPTOHUS,
aputmun) [36, 43, 57].

VYposenb yoenutenbHOCTH pekoMeHanuu — C (YpoBEHb TOCTOBEPHOCTH JOKA3aTEIIbCTB 4).



6. Opranuszanus oKa3aHusl MeJJUIUHCKON IMTOMOIIH

IToxazanus a5 JIaHOBOM TOCIIUTAIN3AIMY B MCIUIMHCKYIO OpTaHU3alHnO:

 [IpoBenenue AMArHOCTUKH U JICUCHHUS, TPEOYIOITNE KPYITIOCYTOUHOTO MEIUIIMHCKOTO HAOIIOICHNUS,

o CocrosiHue, TpeOyIollee aKTUBHOTO JICYCHHUS U KPYTTIOCYTOUHOTO MEIUIIMHCKOTO HAOIIONeHNUS,

e Cocrosinue, TpeOyroliee MPOBEACHUS BBICOKOTEXHOJIOTMYHBIX METOJOB JIEUeHUs (B TOM 4YHUCIE
TPAHCIUTAHTALIMS OPTaHOB, UMITJIAHTAIUS BOIUTENS pUTMa, KapAuoBepTepa-1ehuoOpuisTopa);

e OtcyrctBue Bo3MOkHOCTH obOecmneueHuss ®3T B amOynaTOpHBIX U CTAIMOHAPO3aMEIIAOIINX
YCIIOBUSX;

e Heo0OxonuMocTh MpOBEACHUS Pa3IUYHBIX BHJIOB SKCHEPTU3 WIM OOCIEAOBaHUS B MEIUIIMHCKON
OpraHu3allid TMPU HEBO3MOXKHOCTU TMPOBEACHHUS MX B aMOyJaTOPHBIX YCIOBHUAX, TPEOYIOIIMX

JTUHAMUYECKOTO HaOMoneHus (B TOM 4uciie ohopMIIeHUE 3aKIIIoueHus (heepalbHOr0 KOHCUITUYMA).
[TokazaHust K SKCTPEHHON TOCTUTATIU3AINN B METUIIMHCKYIO OPTaHU3aIIHIO:

e Octpsle 3a00eBaHMs, OOOCTPEHHUS XPOHUYECKUX OOJe3HEW, OTpaBlIEHUS U TPABMBbI, COCTOSHUS,
TpeOylole MHTEHCUBHOM Tepaluy W MepeBoJa B PeaHUMAIMOHHbIE OTIEICHUS WIM OTAEICHUs
WHTEHCUBHOM Teparuu (B TOM 4YHclie TOOOYHbBIE PEAKIUH, MPOUCXOJAIIEE WIIK BO BpeMsl HHPY3UU
WM B TedeHue Hs npoBeacHus nHPy3uu O3T u npyrue yrpoxaronue KU3HU OCTPHIE COCTOSTHUSA),
a TaKKe KPYIIOCYTOYHOTO MEAMIIMHCKOTO HAOMIOACHUM M MPOBEJEHHUS CIEIHAIbHBIX BUJIOB

00cCiIe1OBaHUs U JICUEHUS.
[Toka3aHus K BBIMMKMCKE MAIUCHTA U3 MEAUIIMHCKON OpraHu3aIuu:

e OtcyTcTBHE YIpO3bl )KM3HHU MMALIMEHTA;

e OTCcyTCTBHE YIpO3bl Pa3BUTHS OCIOKHEHUH, TPEOYIOMNUX HEOTIOKHOTO JICUCHUS;

e Crabunu3zanusi COCTOSHHUS W OCHOBHBIX KJIMHUKO-TA0OPATOPHBIX IOKa3aTesiell MaToJIOru4ecKoro
npoliecca o OCHOBHOMY 3a00JI€BaHUIO;

e OtcyTrcTBHE HEOOXOMUMOCTH B TOCTOSSHHOM BpadyeOHOM U KPYIIIOCYTOYHOM MEIUITMHCKOM
HaOJIIO/IEHUH 110 OCHOBHOMY 3a00JI€BaHUIO;

e HeoOxomuMocTu mnepeBoja mNalMeHTa B JAPYTryl0 OONBHUIYY WIM YUYPEXKJICHHUE COLUAIBHOTO

obecrneueHus



7. JlonoJtHUTEAIbHAsA MH(pOpMAaLUA (B TOM YHUCJIE
(baxkTOpPBI, BJUSIONINE HA MCXO0/ 3200/1eBAHUA HJIH
COCTOSIHMA)

o PexomeHayercss MpOBENCHUE CEMEMHOTO CKPUHMHIA JJIi POACTBEHHUKOB ITAIMEHTOB C bd
(mpoBefeHNE TEHETUYECKUX UCCIIEIOBAaHNN) ¢ 1Iebio quarHocTuku b® Ha panHei ctaguu 0oIe3HH
[28].

YpoBeHb yOeIuTEILHOCTH PeKoMeHAaunu — B (YpoBeHb 10CTOBEPHOCTH 0KA3aTeJIbCTB 4).

o Pexomenayercsl MpoBEACHUS CKPUHUHTA TPYII BBICOKOTO pHUCKa (paHHUE HHCYJIBTBHI, MOYEUHAs
HEJ0CTAaTOYHOCTh, THUMEPTPOPUUECKas KapIUOMHOIATHS) C LETIbI0 BBISIBICHUS TanueHToB ¢ bd
[7,12,18].

YpoBeHb yoeauTeIbHOCTH peKoMeHAalun — B (YpoBeHb 10CTOBEPHOCTH 10KA3aTeIbCTB 4).



Kpurepun oieHKH KayecTBa MEIUIIUHCKOU MTOMOLIH

Ne Kputepumn kauecrtBa OueHKa BbINOJIHEHUNA

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

2. MpoBeaeHO BCeM nauMeHTaM C  KJAMHUMYECKOW KapTuHoui bBb®- onpepeneHue Oa/nHet
KOHLeHTpauun rnobotpuaosunncdumHrosmHa (Lyso-GB3) B nsiTHax BbICYLUEHHOW KpoOBWU
Wi nnasme KpoBu AN OGMOXMMMUYECKOro MOATBEPXAEHUS AnarHosa n nepeg
Ha3HayeHneM hepMeHTHOM 3aMeCcTUTENIbHON Tepanuu

3. MpoBEAEHO MONEKYNSPHO-TEHETUYECKOro WCCNefoBaHWs AN BCEX MNaUMEHTOB CO [a/HeTt
CHMXXEHHOW aKTuMBHOCTbO depmeHTa AFAJl W [ns  nvML XXEHCKOro nofa  npu
KIMHWYECKOM noao3peHun Ha BO® wu npum Hanuumnm poACTBEHHMKOB € BO B
pPOAOCNOBHOW: BbisiBNeHMe MyTauui B reHe GLA, koaupytowem AlFA1  gns
MOATBEPXAEHWUS AMArHO3a Ha MOJIEKY/ISAPHO-TEHETUYECKOM YPOBHE y MYXUYUH CO
CHWXKEHHOW aKTUBHOCTbIO (hEPMEHTa M AN1S KEHLWMH C KIMHUYECKMMU NpusHakamu BO
WY POACTBEHHMKOB NpobaHaa no MaTepPUHCKON NNHUMK

4 Ha3zHaueHa epMeHTHas 3aMecTuTeNbHas Tepanum C NpUMeHeHMeM arasncuaasbl 6eta B [a/HeT
: pose 1 Mr/kr unm arancuzasbl anbda B Ao3e 0,2 Mr/Kr nauMeHTam C yCTaHOBJIEHHbIM
anarHosom b® B Buae B/B HbY3um 1 pas B 2 Hegenu (NpU HaNMUMM NoOKasaHWUN)

5 [MpoBeaeHa KOHCynbTauMs Bpada-reHeTMkKa A9 CEMbM MNauUMeHTa C YCTaHOBIEHHbIM [a/HeTt
: AnarHosom bo®

6 lMpoBeaeHa KoHCyNbTauusa-Bpava-neguatpa C YCTaHOBNIEHHbIM AnarHosoMm BO ecnu Oa/HeT
. OHW He NPOBOAMIIOCH B MpejllecTsyolmne 6 Mecsues

[MpoBeaeHa KOHCy/nbTaumMsa Bpada-TepaneBTa As9 NauueHTa crapwe 18 ner c Oa/HeT

7. YCTaQHOBJ/IEHHbIM AuarHosoMm B® ecnn oHM He nNpoBOAMNOCL B npefwecTBylolime 6
Mecsiues

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

9. MNMpoBeaeHo axokapanorpadurs npm nepeMyHOM obcnenoBaHun n ganee He pexe 1 pasa Oa/HeT

B 12 mecsaues

10 MpoBeaeHo IKI (12-kaHanbHas) Npu nepBuyHOM obcrefoBaHMM U Janee He pexe 1 [a/Het
: pasa B 12 Mecsaues

11 MpoBeaeHO XONTEPOBCKOE MOHUTOPMpPOBaHWE NMpu NepBUYHOM obcneaoBaHuu M panee [a/HeT
. He pexe 1 pa3a B 12 mMecsaues

12 MpoeeaeHo MPT cepaua (Npu nepBnYHOM obcnenoBaHum 1 ganee He pexe 1 pasza B 12 [a/HeT
. MecsLeB) AN CBOEBPEMEHHOrO BbISIBEHUS W/WAW MOHUTOPUHIA KapAMONOrMYyecKux
N3MeHeHUM

13 MpoBeaeHo MPT rosioBHOro Mo3ra npu nepBuYyHoOM obcnenoBaHuM U He pexe 1 pasa B Oa/HeTt
: rog B c/lydae, ecnv uaMeHeHuns 6binum BbisiBiieHbl A0 Havana ®3T nnu He pexe 1 pasa B
36 MecsiLeB, ecnu UaMeHeHus 6binn BbiB/IEHbI Nocse Havyana ®3T

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

14. CK® npun nepBnyHOM obcnefoBaHum u fganee He pexe 1 pasa B 6 MecsiLeB

15 MpoBeaeHbl NabopaTopHble UCCNeA0BaHUSA COMNAacHO KIMHWYECKMM peKoMeHAauMsM Mo Oa/HeT
. BeaeHuo nauueHtoB ¢ XMH npu Hannuum y naumeHTa ¢ BO® npu3HaKoB nopaxeHus
noYyek, ecnu He NpoBOAMNIOCE B NocrieaHue 6 Mecsues

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

MNpoBeneHa ayauomeTpus (4ns nNauMeHToB CcTapwe 5 neT) npu  nepBuyHoM | [da/HeT

17. obcnenoBaHnn N ecnu He npoBOAMIOCE NocneaHne 3 roaa
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Ipuaoxkenue Al. CocraB padoued rpynnsl mo
pa3paloTke U mepecMOTpPy KIHHUYECKHX
pPeKOMeHaalni

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

"

Hay4yHbIM LEHTp uM. akagemuka H.IT.boukoBa
reHeTukoB (AMI).

, llpe3uneHt AccoumManuu MEAUIUTHCKUX

. bapanoB Auekcanap AJekcanapoBud - akagemuk PAH, mpodeccop, n.M.H., TOYETHBIN

npeaceaarenb Mcnonkoma Coro3za neauarpon Poccun.

. Hama3zoBa-bapanoBa Jleiiiia CeiimypoBHa - akagemuk PAH, npodeccop, a.Mm.H., [Ipeacenarens

Ucnonkoma Coro3a nenuarpoB Poccum.

. AHTHNIeHKO EjleHa AHIpeeBHA - JIOIEHT, J.M.H., JOLUEHT Kadeapsl HEBPOJIOTHH, TICUXUATPUHU U

Hapkoiioru PI'BOY BO «IIpuBOIKCKHMI HCCIENOBATENbCKUNA MEAMIMHCKUN YHUBEPCUTET»

Munzapasa Poccuu, wiien Beepoccuiickoro o01iecTsa HEBPOJIOTOB.

. Bamakmanse Haro [I:kymGepoBHa - 1.M.H., TOIIeHT Kadeapsl Qakyiabrerckod neauarpuu 11D

OI'bOY BO PHUMY wumenu H.U. ITuporoa, MUHCTUTYT neauaTpuy U OXPaHbl 3I0POBbS JETEH

KB PAH, unen Coro3a nenuarpoB Poccun.

. Boarrmna Caeriiana flkoBiaeBHa - 1.M.H., npodeccop kadenpst ®I'BOY BO «Kazanckuii
roCyAapCTBEHHBIN MEIUIIMHCKNN YHUBepcuTeT» Munsapasa Poccun.
. 3axapoBa Exarepuna IOpbeBHa - a.M.H., 3aBemayromias jgaboparopueld HacIEICTBEHHBIX

oone3nert obmena @I'BHY "Menuko-reHETUYECKU HAydyHBIA IIEHTP HM. aKaJeMHKa
H.IT.boukoBa", wien Poccuiickoro oOmiecTBa MEIUIIMHCKUX TEHETHUKOB, YJIEH EBPOICHCKOTO

oOI1ecTBa 1Mo U3y4eHHUI0 HACIEACTBEHHBIX Oone3neit oOMeHa BemectB (SSIEM).

. Kommmnnckasa Cseriana BacuiabeBHa - K.M.H., JOOCHT K&(I)G,Z[pbl HCBPOJIOTUHU, TICUXUATPUN U

Hapkoinorun DIIIO OI'BOY BO «lIpuBomxckuii  UCCIENOBATENbCKUN  MEAUIIMHCKHUI
yHuBepcuteT» Munszapaa Poccun, unen EBpomeiickoi akajmeMun HEBpOJOTuu, WieH Paboueit
rpynnsl o Oomu EBpomelickoit akamemuu HeBposioruw, uieH EBpomeiickorr CeTu mo Oone3HH
I'entunrrona, uneH Ilpesunuyma HanwmonansHoro CoBeTa 3KCIEPTOB MO  OpQaHHBIM

3a0osieBaHusIM, 4ieH Poccuiickoro oOmiecTBa no HEPBHO-MBIIICYHBIM 3a00JIEBAHUSIM.

. Koctux Muxann MuxaiijioBu4 - 1.M.H., TOIEHT Kadeapsl rocnutanbHor nenuatpun OI'bOY

BO Cankr-IletepOyprckuii  rocygapCTBEHHBIM MNEAMATPUUECKUNA MEIUIMHCKUNA YHUBEPCUTET
Mumnsapascoupa3sutusi Poccun, Cankr-IletepOypr

Ky3enkoBa Jlronmuiaa MwuxailjioBHa - 1.M.H., 3aBEAYyIOIIas OTICICHUEM IICUXOHEBPOJOTHH U
ncuxocomarnueckor mnaronorun DOI'AY "Hayunblid MEAMIIMHCKUI HCCIENOBATEIbCKUM EHTP
310poBbs Aerei" M3 PO, unien Coro3a neauarpoB Poccun.

JlapuonoBa Bajsientuna WabuHuvyHa - 1M.H., OI'BHY "HHCTUTYT sKCcnepuMEHTaIbHOU
MeauiuHbl", uneH Poccuiickoro o0miecTBa MEIUIIMHCKUX TeHETUKOB.

MaxkcumoBa IOumus BaagumupoBHa - a.M.H., mpodeccop, 3aB. Kapeaporl MeAUIMHCKON
renetuku u Ouomorun @OI'BOY BO «HoBocubupckuii rocynapCTBEHHBbIM MEIULIUHCKUI
yHuBepcute™ Munszapasa Poccun, 3aB. meauko-reHetndeckum otaenom ['b6Y3 HCO "I'KBb Ne 1",
yiieH Accolaiuy MEIUIMHCKUX TeHEeTUKOB (AMI).

MuxaitsioBa Ceryiana BuranbeBHa - 1.M.H., 3aBeayromasa ornesieHueM @I'bY «Pocculickas

Herckas Knuanveckas bonbauna» M3 PO.



14. Moucee Cepreii BajeHTMHOBHY - .M.H., 3aBeaymommi Kadenpoil BHYTPEHHHX,
npodeccuonanbHbix Oonesnelt u pesmaronoruu PI'AOY BO Ilepsriit MIMYVY um. .M. CeuenoBa
(CeuenoBckuit yuuepcurer) M3 PO.

15. IlymkoB AJiekcaHap AJiekceeBHY-K.0.H., B.H.C. JTAOOpaTOpPUH MOJEKYISIPHOM TEHETUKU U
kierouHot Ouonormm PI'AY "HayuHblii MEIMIIMHCKUN WMCCIIEIOBATENbCKUN IICHTP 3I0POBbS
nerer" M3 PO, unen Coroza nenuarpos Poccnn.

16. IlonkaernoBa Tarbsina BiragumMupoBHa - K.M.H., C.H.C. 1a00paTopuu peAKUX HACJIEICTBEHHBIX
6onesneii y aereit ®I'AY "HayuHbrit MEAUIIMHCKUN MCCIENOBATENBCKUN TIEHTP 370POBBS JeTeil"
M3 P®, unen Coro3a nenuarpoB Poccum.

17. CaBoctbsinoB Kupuin BukropoBuu - k.0.H., 3aBeayromuid Jiabopatopueil MOJIEKYISpHOU
TeHeTUKU U kietouHoi Omonmornu PI'AY "HayuHbplii METUIIMHCKHUI HCCIIETOBATENBCKUI EHTP
3nopoBbs aetei" M3 PO, unen Coro3a nenuarpoB Poccun.

18. Casoryo l'niuna HukosiaeBHa - K.M.H., JIOLICHT, 3aBeaytoias Kadeapod BHYTPEHHUX OoJie3HEen
OI'bY «C3OMMUI] umenu B. A. Anmazosa» M3 PO.

19. Cemauknna AJuia HukojaeBHa - JI.M.H., T.H.C. OTJCJICHMSA KIMHHYCCKOM reHeTuku DOI'BY
«MockoBcknii HUM neamatpum u nerckoit xupyprum MunznpaBa Poccun», uneH Accounuanuu
MEIUIIMHCKUX TeHETUKOB (AMI).

20. CokosioB AJjekceii AabOepTroBMY - 1.M.H., mpodeccop kadeAapbl BHYTPEHHHX OOJE3HEU U
Hedponorun ['BOY BIIO «CeBepo-3anaaHblii TOCYIapCTBEHHBIN METUITMHCKUN YHUBEPCUTET WM.
N.N. MeunukoBa», c.H.Cc., HadyajapHUK oTaesieHuss Kimnaudeckoro LleHTpa skcTpakopnopaibHON
JNETOKCUKAllMM BOEHHO-MEIUIIMHCKOW aKaJeMHUH, BEAYIIUM HAy4YHbIA COTPYIHHK, PYKOBOIMTEID
Tpynmel 1O  HW3YYCHHIO  peAakux  Oone3Hedl  HayuHo-mccrmenoBaTeabCKOTO — MHCTHUTYTA
skcnepuMenTanbHolt  memuimHel C30 PAMH, wunen Cankr-IletepOyprckoro oOmiecTsa
MenuiuHcko reHetuku, llpencemarens CoBera »skcneproB HannonansHOW —acconuanuu
opraHu3anuii OONpHBIX peakuMu 3aboneBanusiMu «lenetuka», uneH Menununckoro CoBera
OxcneproB CEE GN (LentpanbHoii u Boctouno-EBponeiickoii ['enetuueckoit Cetn).

21. Tomuinna Haranbsa ApkaabeBHa - 1.M.H., npodeccop, ®I'bY HUMI] Tpancriiantronoruu u
HMCKYCCTBEHHBIX OpraoB uM axkajgemuka B. U. Illymakosa.

22. ®omun Buxkrop BukropoBuu - ui.-kopp PAMH, n.M.H., mpopeKkTop Mo KIMHUYECKOH paboTe u
JOTOJTHUTENILHOMY TpodeccHoHaNbHOMY 00pa30BaHUIO, 3aBeAyIONHNA Kadeapoil dakyabTeTCKOn
tepanuu Ne 1 OTAOY BO Ileperiit MI'MY um. .M. Ceuenona (CeueHoBckuii yHuBepcuteT) M3
PO.

23. YnaaoBa Ougsbra BacuabeBHa - k.M.H., OOO «Meauko-renetuueckuidi HeHTp «leHOM»MY,
npeaceaarenb Hwuxeropoackoro otaenenus POMI, pykoBomurens ILlenTpa MeguumHCKON
reHeTukn ®I'bBOY BO «ITUMVY» Munzapasa Poccun, r. Huxauit Hosropog.

ABTOpBI TIOATBEPKAAIOT OTCYTCTBUE (UHAHCOBOM MONACPKKH/KOH(PIUKTa HHTEPECOB, KOTOPHBIMA

HE00X0IMMO 00HAPOI0BATh.



IIpunoxxenne A2. MeronoJiorusi pa3padoTku
KJIMHUYECKHX PeKOMEeHIAUH

Hacrosie pekoMeHaanuu mpeaHa3HaueHbl JJIsi MPUMEHEHHS MEIUIMHCKUMU OpTaHW3alUsIMUA |
VUPSKICHUSIMU  (peepaIbHBIX, TEPPUTOPUATBHBIX W MYHHIIMIIATBHBIX OPraHOB  YIPABICHUS
37IPaBOOXPAHEHUEM, CUCTEM 0053aTeIbHOTO U JOOPOBOJIBLHOTO MEIUIIUHCKOTO CTPAXOBAHHUS, JIPYTUMHU
MEIUIUHCKAMU OpTaHU3alUsSIMU Pa3IMYHBIX OPraHU3AIMOHHO-TIPABOBLIX (OPM  JIEATEIBHOCTH,
HANpPaBJICHHON Ha OKa3aHWE MEIUIIMHCKON momomu. KinHWYeckne peKoOMEHIAluu CO3/IaHbl Ha
OCHOBAaHHH CHUCTeMaTuueckoro o63opa jurepatypsl 1992-2019 rr. Medline (Pubmed version), Embase
(Dialog version) u Cochrane Library databases, ¢ ucmogb30BaHMEM CO3MaHHBIX MPOTOKOJIOB IIO

neyerauro 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 .

[IIxane!r OIEHKH YPOBHEW OCTOBEpHOCTH JoKazarenbcTB (Y/I/]) u omeHku ypoBHEH yOeauTeIbHOCTH
pexomenaanuii (YYP) npuBenens! B Tabaumax 1-3.

Leaepasi aynuropyusi JAHHBIX KIMHUYECKHX PEKOMEH/IALUM:
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. Bpaun o6meii BpaueOHOM MpaKkTUKH (CEeMEHbBIE Bpayun);
. Bpaun-neguarpsr;

. Bpaun-repanesTsl;

. Bpauu-reneruku;

. Bpaun-naboparopHble T€HETUKH;

. Bpauu-nedpomnoru;

. Bpaun-kapauosoru;

. Bpauu nerckue-kapanomnory;

. Bpaun-ueBpouiory;

10. Bpauu-ractposHTeposnory;

11. Bpauu-sH10 CKOMUCTHI;

12. Bpaun-peHTreHonory;

13. Bpauu-aepMaTroBeHEpOIIOTH;

14. Bpauu-oQTanbmMomory;

15. Bpauu ¢pyHKIIMOHAIBHON JUArHOCTUKH;

16. Bpaun-ncuxuarpsr;

17. MeaumuHCKUE TICUXO0JIOTH;

18. Ctynentsl MenuiuHckux BY30B;

19. OGyuarouecs: B OpAMHATYPE U UHTEPHATYpE

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

JUAarHOCTUKHU (JII/IaFHOCTI/I‘-ICCKI/IX BMCIIIaTeJ'IBCTB)

yaan PacwudppoBka

1 CuctemaTtnyeckme 0630pbl MCCNeAoOBaHWI C KOHTpoONeM pedepeHCHbIM MeToAOoM WM CUCTeEMaTUyeckumin 063op
pPaHAOMU3NPOBAHHbBIX KIIMHUYECKUX UCCeA0BaHUI C MPUMEHEHNEM MeTa-aHanmsa

2 OTaenbHble UCCNefoBaHUs C KOHTposieM pedepeHCHbIM METOAOM WNW OTAEsSbHble paHAOMWU3NPOBAHHbIE KIIMHMYECKMe
nccnenoBaHMs M cuctematmveckme 0630pbl MccneaoBaHuin noboro AmsanHa, 3a UCKIYEHMEM PaHAOMU3UPOBAHHbIX
KIIMHUYECKUX UCCNefoBaHMn, C MPUMEHEHMEM MeTa-aHanmn3a

3 WccnepoBaHua 6e3 nocnenoBaTesibHOrO KOHTPONst pedepeHCHbIM MeToAOM WM UCCNefoBaHust € pedepeHCHbIM
MEeTOAOM, He SBASKWMMCS He3aBUMCUMbIM OT WCC/eAyeMOro MeToda WM HepaHAOMU3UPOBAHHbLIE CpPaBHUTENbHbIE
nccnefoBaHus, B TOM YMCE KOrOPTHbIE UCCeA0BaHMSA

4 HecpaBHUTENbHbIE UCCIEA0BAHMS, ONMUCAHNE KIIMHUYECKOro ciy4as

5 MmeeTcsa nuwb 060CcHOBaHME MexaHM3Ma AeNCTBUS UM MHEHME 3KCMepTOoB

IIpunoxkenne 2. Illkana oueHku ypoBHeW pocToBepHOCTH JokazarenbcTB (Y/) ana meronos

NpoQUIaKTUKHY, Je4eHus MU peadunuTtanuu (mIpouIakTUYeCKuX, Je4eOHBIX, PeadMIUTAIIMOHHBIX

BMEIIATEIbCTB)
yaan PacwudpoBka
1 CucrtemaTtnyeckuit 063op PKW ¢ npyumeHeHnem meTa-aHanmsa
2 OtaenbHble PKU n cuctematnyeckmne o630pbl nccnenosaHuii nioboro amsanHa, 3a uckntodeHmeMm PKW, ¢ npumeHeHunem
MeTa-aHanmsa
3 HepaHAOMU3MPOBaHHbIE CPpaBHUTE/bHbIE UCCIeA0BAHUS, B T.4. KOFOPTHbIE UCCNef0BaHNns




4 HecpaBHWUTeNbHbIE WCCNEAOBAHUSA, OMUCAHUE KMHWUYECKOro Cllyyasl WM Cepuun Cry4vyaeB, WCCNeAOBaHUsa «ciydai-
KOHTPO/b>»

5 MMeeTcs nuwb 060CHOBaHWE MexaHu3Ma [AeNCTBUS BMellaTenbCcTBa (AOKJAMHMYECKME WCCNEeAOBaHMA) WKW MHEHWe
3KCnepToB

Hpunoxenune 3. Illkama omeHku ypoBHEH yoOemutenbHOCTH pekomeHparuid (YVYP) mns metomoB
MpodUIAKTHKN, JUATHOCTUKH, JICUCHUS W peaduimuranuu (Mpo(rIIaKTHIECKUX, JTUAarHOCTHYCCKHUX,

Heqe6HBIX, pea6I/IHI/ITaHI/IOHHI>IX BMGHI&TCJ'IBCTB)

YYP Pacwuundcdposka

A CunbHasa pekoMeHzaauusa (Bce paccMaTpuBaeMble KpUTepun 3PhEKTUBHOCTU (MCXOAbI) SBASKOTCS BaXHbIMKU, BCe
nccnefoBaHMs MMEKT BbICOKOE WAW  YAOBNETBOPUTENIbHOE METOAOJIOrMYEecKoe KayecTBO, WX BbIBOAbI MO
WHTEPECYOLWMM NCX0AaM SABASKOTCS COrnacoBaHHbIMK)

B YcnoBHasa pekoMeHaaums (He Bce paccMaTpuBaeMble KpuTepumn ahhekTUBHOCTU (MCXOAbl) SBASIOTCS BaXKHbIMU,
He BCe WCCNeaoBaHUs MMET BbICOKOE WM yAOBMETBOPUTENIbHOE METOLOSIONMYECKOE KayecTBO W/WIn UX
BbIBOAbI MO MHTEPECYIOLMM UCX0AaM HEe ABMSOTCA COrfacoBaHHbIMK)

C Cnabasi pekomeHaaums (OTCyTCTBME AOKa3aTeNbCTB Haaexalero kayectsa (Bce paccMaTpuMBaeMble KpUTepum
a(pdekTUBHOCTM (MCXOAbl) SIBNAKOTCA HEBaXHbIMW, BCE WCCNeAOBaHUs WMEKT HWU3KOe MeToAosiormyeckoe
KauyecTBO M MX BbIBOAbI MO MHTEPECYIOWMM NCXO4aM He ABNSIOTCS COrlacoBaHHbIMMN)

Iopsinoxk 00HOBJIEHUS KIMHUYECKUX PEKOMEeH/IAIUIA.

MexaHu3Mm OOHOBIIEHUS KIMHUYECKUX PEKOMEHJAIMN MpelycMarpuBaeT HUX CHCTEMATHYECKYIO
AKTyaJIN3alMI0 — HE PEXE YeM OAMH pa3 B TPU IOJa, a TAKKE NP IOABICHUHM HOBBIX JAHHBIX C
NO3UIMK J0Ka3aTeJIbHOM MEIUIMHBI [0 BONPOCAM JHWAarHOCTUKM, JIEUEHUs, NPOPUIAKTUKUA U
peadmIUTali KOHKPETHBIX 3a00J€BaHUM, HAIMYUU OOOCHOBAHHBIX JIONOJHEHUI/3aMeUaHnil K paHee

yTBepxkAEHHBIM KP, HO He yamie 1 pa3za B 6 mecsues.



IIpunoxkenne A3. CnpaBo4yHbIe MaTepPHAJIbI,
BKJIIOYasl COOTBETCTBHE NOKA3AHUI K IPUMEHEHUIO H
MPOTUBOIOKA3AHUI, CIOCO0O0B MPUMEHEHHUA U 103
JIEKAPCTBEHHBIX MPENaparoB, MHCTPYKIIMH 110
MPUMEHECHHIO JIEKAPCTBEHHOIO Npenapara

1. [lpukaz MunuctepctBa 3apaBooxpaHeHuss PD "OO yrBepxaenuu I[lopsimka okazaHus
MEIUIIMTHCKON MOMOIIY OOJIBHBIM C BPOXKJIEHHBIMU U (MJIM) HACIEACTBEHHBIMU 3a00J1€eBaHUSIMU" OT
15 HosiOpst 2012 . N 917n).

2. Kiiuanueckue  pexomenpaiuu  «l'uneprpoduueckas  kapauomuonartusi»  ID: KP283,
(http://cr.rosminzdrav.ru/)

3. Metoauueckoe pykoBoacTBO « TpancnnanTanus noukuy [D: MP34 (http://cr.rosminzdrav.ru/)
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Ipuaoxkenue b. AJropurMbl JeiicCTBUA Bpaya

MpHsHakK O y NawKMeHTa naKW BO y
POOCTEEHHUKOB

NabopaTopHaa AWArHOCTUKE

Oudd AWarHOCTMHE ©

OPYTHMK
saboneBaHuAMM

OuarHos
NoATEERHAEH 7

W mewTCA

HET

NOoKE3EHKWA K
©3T?

@37

MOHUTORMHT

COCTOAHKMA NauKneHTa

Tepanua
3hdEKTHUBHE F

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

OpraHoe)




Ipuwioxenue B. Unpopmanus 1 manmeHTa

bonesnp ®abpu (b®P) mnm 6onesnp AnpepcoHa-dabpu — peakoe HaCIEICTBEHHOE 3aboieBaHUE,

KOTOPOC OTHOCHUTCS K JIN30COMHBIM 00JIe3HsIM HAKOIJICHHS.
Kiaunuveckne NMPOsABJICHUSA

[Ipu Goneznn dalbpu cTpamarOT MPaKTHUECKUE BCE CHUCTEMBI OPraHoB. Y MHOTHX HaONIONAI0TCS
Helpomnarudyeckas 00yb (Kryuue 00N B KUCTSAX M CTOIAX, YCWJIMBAIOIIHUECS B JKapKylO MOTONY, MpU
¢usnyeckoil HarpysKe), KO>KHbIE MPOSBICHUS (aHTHOKEPATOMbl), HApYILIEHHE MOTOOTAeNIeHUs (TUIIO0-,
aHTUIPO3), TOpaXKeHHe NepupepruuecKod U LEHTPAJbHON HEPBHOM CUCTEMBI (MHCYIBT), MOYEK,

cep/ilia, opraHa 3peHus (BUXpPEBUIHAS KePaTONaTHsl), KeIyI0UHO-KUIIIEYHOTO TPAKTA.

[Ipu knaccuyeckoil popme 3a001eBaHNE HAUUHAETCS B 4-12 €T U XapaKTepu3yeTcsl epuoJuIeCKUMU
00JISIMU MPEUMYIIECTBEHHO B KHUCTAX M CTOIMAX, UHOTAA OOJb JIOKAJTU3YETCS B KUBOTE U MPUCTYTBI
HAalIOMHUHAIOT alMeHIUIUT. bomu ycHamBaloTCS TpH TMOBBIIMICHUH TEMIIEPAaTyphl Tela, (PU3NYECKHUX
Harpy3kax, B JKapKyl M XOJOAHYIO noroay. boiau moryt mporekars no Tumy kpusoB. C Bo3pacToM

00s1eBbI€ KPU3bl OOBIYHO YMEHBIIAIOTCS.

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

IMPUYUHAOT 0c000ro 0€CIoKONCTBAa — TOJILKO €CJIH HE 3aTparuBarOT BCHO IOBCPXHOCTD TECJIA.

[Topaxxenue nouek npu b® Habm0Ma€TCS MPAKTUYECKHU Y BCEX MY>KUMH U Y MHOTUX >KEHITUH nociie 40

JICT, 9TO IPUBOJIMT K TTOUYCTHON HETOCTATOYHOCTH M TPeOyeT MPOBEICHUE TeMOIHATH3A.

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

ciyxa.

CXOI[HLIC ciydan 3a00JICBaHUN B CEMbC, IMOYCYHAA HCAOCTATOYHOCTL, pPAHHUC MHCYJIBTLI, JINXOpPAAKa

HESICHOTO TeHe3a, 00JId B )KUBOTE, KUCTIX U CTOMAX,
IIpuunHbl 60s1e3HU Padpu

Bonesns oOycnosnena mytanusiMu B rene GLA, KOTOpbIN KogupyeT (pepMeHT o-ramakto3uaasy A (A-
I'AJI A). DTOT (hepMEHT y4acTBYeT B pEaKIUAX PACIICIIIICHUS 0COOBIX YKUPOB- ITUKOCHUHTOIHUITHIOB.
B pesynasrare HemocTtaTO4HOCTH (epMEHTA MPOUCXOAUT HAKOIUIEHHWE - IIHMKOC(UHIOIUIIUIOB B

Pa3JIMYHBIX OpraHax v TKaHAX.

I'en GLA pacnionoxeH Ha X-XpoMocoMe U 3a00s1eBaHne UMeeT X-CLEeTUICHHbIM T HacaeaoBaHus. Ho
B ODIMYMU OT MHOTUX JpYrux X-CHEIUICHHBIX pelecCHUBHbIX 3aboneBanuii, 60-70% >keHIIMH —
TeTEPO3UTOTHBIX HOCUTEIBHUL UMEIOT KIIMHUYECKUE MPOSIBJICHUS, IPUYEM UHOIJIA TAKUE KE TSIKEIbIE,

KaK Uy OOJBbHBIX MY>KUHH.



Jlonroe Bpemsi cuMTanoch, uto b® oueHb peakoe 3abojeBaHHE, HO CKPHHUHTOBOE HCCIICOBAHUC B
Wrtanuu nokazano yaMBUTEIbHO BBICOKYIO YacTOTY 3T0i 00se3Hu: 1:3100 HOBOPOXKIEHHBIX MAJILUUKOB
nMend HU3Kyro akTUBHOCTh A-I'AJI A m myraumn B reHe GLA. [lo3ToMy BO3MOXHO, YTO MHOTHE

cilydan 3a00JIcBaHUS TaK U OCTAIOTCS HE JAUArHoCTUPOBAaHHBIMMU.

UtoOb1 BeIsiBUTH B®, Bo MHOrumx cTtpaHax, B ToM uucie B Poccum, oOCienyroT MalueHTOB W3

OTJIEJICHNUI TEMOINAIIN3a, HEBPOJIOTMYECKUX U KapIHOJIOTUYECKUX CTAlMOHAPOB.
Kak yctanaBIMBaOT 1MATHO3

Bpaun Ha ocHOBaHMYM KIMHUYECKHX CHMIITOMOB MOTYT 3amof03pUTh 0O0JIe3Hb. 3aTeM MPOBOASITCS

J1a6opaT0prle TCCTbI U HTHCTPYMCHTAJILHOC UCCJICAOBAHUC.

TouHblid JWArHO3 MOXKHO YCTAHOBUTH, H3MEPHUB AaKTUBHOCTH (EpPMEHTa, WIM OIPEICITUB
KOHIIeHTpanuio Jnu3ochuaromunuaa -lysoGb3 B kposu. [l 3TOro mocrarogHo coOparh KpoBb Ha
KapTOYKy-(pHIBTp W3 Majblla WIX U3 BEHbI. Takue KapTOYKU €CTh B JHOOOH MEIMKO-TCHETHYECKOU

KOHCYJIbTAallH U B ITIOJIMKIIMHHKE.

TouHBIM AUArHO3 BaXKEH JJISI MEIUKO-TEHETHUECKOTIO KOHCYJIbTUPOBAHMA, HpeHaTaHLHOﬁ JUardHoCTUKHu

3a00J1€BaHMsI, YCTAHOBJICHHUSI HOCUTEIHCTBA.
JleueHnue

st B® paszpabdoran spdekTuBHbIN MeTon JiedeHus: — (pepMeHTHas-3amectutenbHas Tepanust (O3T),
MOATOMY PaHHSS TUArHOCTHUKA 3a00JIeBaHMs UMEET OOJIbIIoe MpakTuieckoe 3HaueHune. K coxanenuro,
4acTh CIy4YaeB JMATHOCTUPYETCS HA MO3AHUX CTaAUSIX O0JIE3HHU, YTO HE JaeT BOZMOKHOCTH TOJTYUUTh
3HauuTenbHbIN 3P dexT O3T. Onnako, Ha T1000H cTaauu Oosne3nu Hadaio O3T nmo3BosseT 3aMeTUTh

MPOrPECCUPOBAHUE U CMATYUTH KIIMHUYECKUE CUMITTOMBI.
Poanb ceMbH U MaliueHTAa

Ha mpumepe b® MOXHO TmOKa3aTh Ba)XHOCTh COCTAaBJICHHUS POIOCIOBHOH U 0O0CIEIOBaHUS
poACTBEHHUKOB. (CyuTaeTcs, 4YTO, YCTAaHOBUB JUArHO3 Yy OJHOTO TMAaIlMEeHTa, MPU O0OCIeIOBaAHUU
POJICTBEHHUKOB MOXHO HaWTHU eimie 5 OOJbHBIX Ha Pa3HbIX CTAAUAX OOJIE3HU - OT MPAKTHUYECKU

0E€CCUMIITOMHOM 10 TSKEIIOM.

[Tarmentsr ¢ B® MoryT momMo4yb CBOMM POIHBIM, MPOCTO COOOIIMB UM O HEOOXOAMMOCTH HPOUTH
IUarHocTuky. Ecnum nuarHo3 OyzneT YCTaHOBJIEH paHO — [0 Hadajla HeoOpaTUMbIX H3MEHEHH
BHYTPEHHUX OpPraHOB, JieueHHe OyneT ropa3no s¢dekruBHee. Jleuamuit Bpay wWid Bpau-reHETUK HE
MMeEeT TpaBa pasriamniarh MEAUIIMHCKYI0 HHPOPMAIIHIO, TTOATOMY CyAh0a POIHBIX — IEIHKOM B pyKax

CaMuX IIalIUCHTOB.

Ponubie OpaThsi U cecTpbl, BCE POACTBEHHUKH MO MATEPUHCKOW JTUHUU — JSIIU, TETH U TBOIOPOIHBIC
OpaTbst U cecTphl JOKHBI OBITH MPOMH(OPMUPOBAHBI O HEOOXOIMMOCTH TE€CTUpOBaHUS. B cembsx
00J1€3Hb MOXKET MPOSBIATHCS MO-Pa3HOMY. Y MYXYMH 4acTbIM OCJIOXKHEHHEM nocie 40 et sBisercs

Mo4yeyHass HEAOCTAaTOYHOCTh. Ho B paHHEM BO3pAaCTC OCHOBHAsA kanoba — 3TO aKpoImapacTe3uu,



aHTHOKepaToMbl. JKEeHIIMH MOTyT OECIIOKOUThH O0JH, a MoYeyHasi HEIOCTAaTOYHOCTh BCTPEUACTCS PEKE
U MOXET pa3BUBATHCSA B MO3AHEM Bo3pacte. [IpoBeneHune MOJEKYISIPHO-TEHETUYECKOTO aHaJIN3a,
HAIMPABJIEHHOIO HAa BHIABJICHUE CEeMENHOU MyTaluu reia GLA moka3aHo CIEAYIOIIUM POACTBEHHUKAM

MalyueHTa:
Ji1s mpodaHaa My»KCKOro 1moJia:

. MaTh
. Iouepu

. OpaThs U cecTpsl

. CBOJTHBIC OpaThsi U CECTPHI IO MaTepu
. IeJl IO MAaTePUHCKOW JIMHUU

. 0aly111Ka 1Mo MaTepUHCKOM JINHUU

. IETH To4Yepen

00 9 N L A LW N

. OpaThs U CeCTPBI MaTEPH

O

. Iouepu OparbeB

10. netu cectep

11. noyepu nIEMsIHHUKOB

12. et nieMsiHHHUIL

13. aBorOpOAHBIE OPaThsi U CECTPHI 110 MATEPUHCKOMN JIMHUU
14. noyepu BHYKOB (IMPaBHYYKHU) TIO TUHUU J0Uepen

15. netn BHy4ek (MpaBHYKHU U IPaBHYYKH) 110 JIUHUU JOoUYepei
Jlsis mpo0daHaa ’KEeHCKOro 1moJia:

. MaTh

. OTeIy

. AeTH

. 6aby1ika Mo MaTepUHCKOMN JIMHUN
. IeIyIIKa 10 MAaTePHUHCKOW JIMHUU
. 6ady1IKa 1Mo OTIIOBCKOM JIMHUHU

. IEYIIIKA MO OTI{OBCKOM JTUHUU

00 9 N L AW N

. OpaThs U CeCTPHI

Ne

. CBOIHBIC 6paTI:51 " CCCTPHI 110 MaTepHHCKOﬁ JJMHUH

[a—
S

. CBOOAHBIC CCCTPLI 110 OT]_[OBCKOI‘/‘I JIMHUHU

p—
p—

. BHYKH U BHYYKH

—
[\

. OpaThs U cecTpbl MaTepu

—
[98)

. Oparbs U ceCcTphl OTIA

[E—
N

. Touepu OpaTbeB

—
N

. JIETH cecTep

—
(o)

. J0YEpU BHYKOB (MPaBHYYKH)

[S—
~

. IETH BHYYEK (MIpaBHYKU U IPABHYYKH )

p—
oo

. IBOIOPOHBIC OpaThs U CECTPHI 110 JIMHUHA MaTEPH

—
O

. ABOIOPOJAHELIC 6paTB}I " CCCTPHI 110 JIMHHUHN OTLA



20. no4yepu MIEMSIHHUKOB

21. nety IeMsSHHHULL



Ipuaoxkenue I'l-I'N. IlIkajabl OLleHKH, BONPOCHUKHU U
JApyrue OueHOYHbIC HHCTPYMEHTHI COCTOSIHUS
MANUCHTA, IPUBEJACHHbIC B KINHUYCCKUX

PEeKOMEeH AU AX

IIpuioxkenue I'l. BoipakeHHOCTH KIIMHM4YECKUX NPosiBieHUuil b® B pazHom

Bo3pacTre

Aetn

Mopapoctku

B3pocnbie

AkponapecTte3nu

AkponapecTtesumn

AKponapecTe3umn

Bosib B KOHEYHOCTAX

Bosib B KOHEYHOCTAX

Bonb B KOHEYHOCTAX

MopaxeHus XpycTaanka u porosuLbl

MopaxeHust XpycTaanka u poroBuLbl

MopaxeHus XpycTaanka u poroBuLbl

Jinxopaaka Jinxopaaka Jinxopaaka
Tennosas ] Xosonosas Tennosas 7] Xonoaosas TennoBas " xosiofnoBas
HenepeHoCUMOCTb HenepeHoCMMOCTb HenepeHoCMMOCTb

lMcuxocoumanbHble U3MEHEHUS

[McuxocounanbHble U3MEHEHUS

[McuxocounanbHble U3SMEHEHUS

CHuxeHue cnyxa

[MpoTenHypus

[MpoTenHypus

XKenyaoyHo-KuLEeYHble CUMNTOMBI

XKenyaouyHo-KULWEeYHbIe CUMNTOMBI

AHIMokepaToMbl

AHrMokepaToMbl

YToMnaemMocTb

YToMNsaemMocCTb

CHmxXeHune cnyxa

[MoyeyHass HeQOCTAaTOYHOCTb

CepaeyHas HeJOCTaTOYHOCTb

WNHcynbT

CHUMXXeHMe cnyxa v WyM B yllax

Numdpenema

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

Hpunoxenue 12. IuddepenunanbHas TuarHocTuka 0oJe3uu @adpu

Tun HapyweHus AvarHos

MeTexnanbHasa CbiNb, HacneACTBEHHAs reMopparnyeckas TenaHrmakrasusi PeHato-Ocnepa-
Bebepa, aHrvokepatoma  ®oppaaica, aHrmokepaToma Munbennn,  orpaHu4yeHHas
HeBM(OPMHas aHrMokepatoma TynoBuwa, 6one3Hb LLnHanepa, dyko3naos, raHriMo3naos,
acnapTaTrioKo3aMUHYpUsa 1 cMannaos.

AHrMokepaTMoMbl

OnabeTtnyeckas " ankorosibHas 6onesas nonnHesponaTtus, nopdupuiiHas
NnosMHEBpoONaTusl. pPeBMaTOMAHbLIN apTpUT, peBMaTUyeckas nuMxopajka, 3puTpomenanrus,
cuHapoma PeriHo

bonesoi cnHapom




MoyeuyHas natonorns

XpOHWYECKNIN NaTEHTHbIN rNoMepyioHedpuUT, MHTePCTULMANBHbBIN HeDPUT

CeppaeyHo-cocyaucrasa cucrema

KapavoMeranus, apuTM1s HESICHOTO reHe3a

OdTanbMonornyeckme HapyLleHus

JNlekapcTBeHHble odTanbmMonaTnun (Npyv NpUMEHEHN XJI0POXMHOB, aMMoaapoHa)

XenyaouHo-KuLWeYHbI TpakT.

CVMHAPOM pa3gpaXkeHHOro KuweyHuka, 6onesHb KpoHa

IHpuiaoxkenne I'3. Kpurepuu Haznauenuss ®3T

bes MoyeyHble* CepaeyHbie* LIHC* Bonb* KKT*
NpU3HaKoB
"
CMMMNTOMOB
Knaccuyeckas Oebior B MUKpPOanbbyMunHypus - runeptpodus - NBB HeBponaTuyeckas - KK
B®, My>XUuHbI BO3pacTe npoTenHypus muokapga (MTC - TWA / 6onb CUMMTOMbI
16 net wu 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 ¢dnbposa no KOHTpONs ee
(CK® 45-60) - MpU3HaKu BO3pacTy 6oneyTtonaowmmm
HapyLleHuns (He BAMAET Ha
cepAaeyHoro exeaHEeBHYI0
puTMa aKTMBHOCTb)
Heknaccnueckas - - runeptpodus - NBB - - KK
B®, MyXUuHBbI MUKpOoanbbyMunHypus Muokapaa (MTC - THA / HeBponaTuyeckasa CUMMNTOMbI
-NpoTENHYpUS >12 MM) 6e3 WHCYNbT 60nb
- noyeyHas (nnu C - noteps -
HeA0CTaTO4YHOCTb MUHWManbHbIMU cnyxa [¢ HeBponaTuyeckas
(CK® 60-90) NpOSsIBEHNSIMN) Koppekuunen 6onb, paxe npu
- noyeyHas dunbposa rno YyC/TIOBUM MNOJIHOMO
HEe[0CTaTOYHOCTb - NpU3HaKu BO3pacTy KOHTpOnNS ee
(CK® 45-60) HapyLleHus 6oneyTtonstowmnmm
cepaeyHoro (He BNMSIeT Ha
puTMa eXeaHEeBHYI0
aKTUBHOCTb)
Knaccuyeckast - - runepTpodus - NneB - - KK
B®, KeHLWMHbI MUKpPOanbbyMuUHypus muokapaa (MTC (Knacc 2B) HeBponaTuyeckas CUMMTOMbI
(Knacc 2B) >12 MM) 6e3 - THA / 6onb (Knacc 2A)
-npoTenHypus (Knacc (nnu C WHCYNbT -
2B) MUHUMasIbHbIMU (Knacc 2A) HeBponaTuyeckas
- rnoyeyHas NpOsiIBNEHNSAMN) - noteps 6onb, paxe npu
HEeA0CTaTOYHOCTb dunbposa cnyxa [¢ yC/0BMW MOSTHOIO
(CK® 60-90) (Knacc (Knacc I) Koppekuuemn KOHTpoONs ee
2A - NpU3HaKK rno BO3pacTy 6oneyTonsoWmMMm
- rnoyeyHas HapyLeHns (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 MUKpPOanbbyMnHypus Muokapaa (MTC - THA / HeBponaTunyeckasa CUMMNTOMbI
-NpoTENHYpUSA >12 MM) 6e3 VHCYNbT 60nb
- rnoyeyHas (nnu C - noteps -
HEeA0CTaTOYHOCTb MWUHWMasbHbIMU cnyxa [¢ HeBponaTnyeckas
(CK® 60-90) NpOSIBNEHNSMN) Koppekuunen 6onb, paxe npu
- noyeyHas bnbpo3za no YCNOBUW MOSTHOIO
HeA0CTaTOYHOCTb - NpU3HaKK BO3pacTy KOHTpONSA ee
(CK® 45-60) HapyLlleHus 6oneyTonsowmnmMm
cepaeyHoro (He BNMsSeT Ha
puTMa exXeaHEeBHYI0
AKTUBHOCTb)
bes [MoyeyHble* CeppeyHble* LIHC* Bonp* KKT*
NpuU3HaKoB
"
CMMMATOMOB
Knaccunyeckas OeboT B -MukpoanbbyMunHypus - runeptpodus - NBB -HeBponaTuyeckas - KK
B®, MyXUuHBbI BO3pacTe -NpoTENHYpPUSA Muokapaga (MTC - TWUA / 60nb CUMMNTOMbI
>12 MM) 6e3 WHCYNbT




16 net wu - rnoyeyHas (nnn C - rnoreps -
cTapue HEe[0CTaTOYHOCTb MWUHUMasbHbIMU cnyxa C HeBpornaTnyeckas
(CK® 60-90) NpOsiBNEHUSMU) Koppekumen 6onb, paxe npwu
- rnoyeyHas dunbposa no YCNOBUW TOJIHOIO
HEeA0CTaTOYHOCTb - NpU3HaKK BO3pacTy KOHTpONS ee
(CK® 45-60) HapyLieHuns 6oneytonaownmMm
cepAeYHoro (He BnMseT Ha
puTMa exenHEeBHYI0
aKTUBHOCTb)
Heknaccunueckas - MUKpoOasib - rMnepTpo - NBB - - KK
B®, MyXUuHbI 6yMUHYpus duns Muokapaa - TWUA / HeBponaTnyeckas CUMMNTOMbI
-NpoTenH (MTC >12 ™M) WHCYNbT 6onb
ypus 6es (mwm c - noteps -
- noyeyHas MWUHUManbHbIMU cnyxa C HeBponaTMyeckas
HEe0CTaTOYHOCTb NpOSIBNEHUSAMM) KoppeKkumnen 6onb, paxe npwu
(CK® 60-90) ¢dnbposa no YCNOBMW TMOJIHOIO
- noyeyHas - NpU3HaKu BO3pacTy KOHTpONSA ee
HEeA0CTaTOYHOCTb HapyLleHus 6oneyTonsamLWNMK
(CK® 45-60) cepaeyHoro (He BNMSIeT Ha
puTMa exefHEeBHYI0
aKTUBHOCTb)
Knaccuyeckas - MUKpPOanbbyMUHYypUs - runeptpodus - MB6B - - KK
B®, XeHLWMWHbI -NpoTENHYPUSA - Muokapaa (MTC - TWA / HeBponaTnyeckas CUMMNTOMbI
rnoyeyHas >12 MM) 6e3 WHCYNbT 60nb
HEe0CTaTOYHOCTb (vnun [¢ - norteps -
(CK® 60-90) MUHUMaNbHbIMKU cnyxa c HeBponaTnyeckas
- rnoyeyHas NposiBNEHNAMN) Koppekuuen 6onb, paxe npu
HEeA0CTaTOYHOCTb dunbpo3a no yC/I0BMW  MOSIHOrO
(CK® 45-60) - NpU3HaKu BO3pacTy KOHTpONS ee
HapyLueHus 6oneyTonsoLWMMU
cepAevyHoro (He BnMseT Ha
puTMa eXeaHEeBHYI0
AKTMBHOCTb)
Heknaccunueckas - - runeptpodus - BB - - KK
B®, KeHLWnHbI MUKpPOanbbyMnHypus Munokapaa (MTC - TWUA / HeBponaTnyeckas CUMMNTOMbI
-NpoTENHYpUSA >12 MM) 6e3 WHCYNbT 6onb
- noyeyHas (nnn (¢ - norteps -
HEeA0CTaTOYHOCTb MWUHUMasbHbIMU cnyxa C HeBponaTnyeckas
(CK® 60-90) NpOSIBNEHUSMU) Koppekumen 60nb, paxe npwu
- noyeyHas dnbpo3a no YCIOBUW  MOJTHOIO
HEeA0CTaTOYHOCTb - NpU3HaKK BO3pacTy KOHTpONS ee
(CK® 45-60) HapyLueHuns 6oneytonaowmnmMm
cepaeyHoro (He BAMsgeT Ha
puTMa exeaHEeBHYI0
aKTUBHOCTb)

Ipuaoxenue I'4. Kpurepun ormenst ®3T

Kputepumn oTMeHbl

Mponyck naumeHTom > 50% unHbY3UIH

MOCTOSIHHbIE XU3HEYrpoXatoLwmne Uim Tsxesble CBA3aHHble C MHbY3Mel peakuumn, He pearvpytolimne Ha npodunakTuky, HanpuMep aH

XXenaHve nauneHTa

TepMuHanbHas ctaans 60ne3Hu novek, 6e3 BO3MOXHOCTU Nepecaikn MoYKM, B COYETAaHMM C TSXKENON cepeyHOl HeA0CTAaTOYHOCTbIO

TepMuHanbHas B® unmn nHble conyTcTBylowme 3a601eBaHNS NPY 0XKUAAEMOIM NPOAOSIKUTENBHOCTU XMU3HM MeHee 1 roja

TsKenblh KOTHUTUBHbIN Aedununt ntobon aTnonornmn

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

Tepanun*

Kputepun nporuBonokasaHuii k Hayany ®3T

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




TepMuUHanbHas ctaams 60ne3Hn rnoyek, 6€3 BO3MOXHOCTU Nepecaiku MoYku, B COUETAaHUM C TSXKENOM cepaeyHol HeA0CTaTOYHOCTbIO

TepMuHanbHas B® unun nHble conyTcTBytowmMe 3a601eBaHNSA NPY 0XKUAAEMOI NPOAOIKUTENBHOCTU XMU3HM MeHee 1 roja

Taxenblh KOTHUTUBHbBIN AedunumT ntobon 3Tnonornu

IHpuioxkenue I'S. MoHuTOpUpPOBaHKME MALMEHTOB ¢ 00J1e3HbI0 Padpu

Uccnepyembiii nokasaTesib UcxoaHo Ka)xable Ka)xablie
(v po Hauana 6 mec 12 Mmec Ka)xablie
®»3T) 36 mec
AHaMHe3, KJIMHUYECKUI + + X%
craTyc
OueHka 6onu (BM3yanbHO-aHanorosas LwkKana + +
oLeHKn 6onn)
OnpeneneHve akTMBHOCTM depMmeHTa n OHK- +
AnarHoctuka
MukpoanbbyMuUHypus/ NpoTenHypus + +
PacuetHas CK® + +
L + +*
Oxokapauorpadus + + %
XonTepoBCKOE MOHUTOPMPOBaHNE + +*
MP-ToMorpacdunsa rosloBHOro Mo3ra + +*
MPT cepaua + +
SnekTpoHenpoMumorpaddums +
OcMOTp oKynucTa + +*
AyaviorpamMma + +%
O6wunii n 6/x aHann3 KpoBu + +
[Ipumeuanue:

* yarre 1mo moKa3aHusM

**_ KaKIbIM BUSUT

Hpuaoxenue 1'6. 3a00p OMomarepuasa 1 NPpoOBeIeHUS JTUATHOCTUKHU B

NATHAX BblcyI]JeHHOﬁ KpoBH

KpoBb cobupaeTca Ha CTaHAAPTHYK KapTOuKy-QUIbTp
( N2 903), «koTopass npuMeHsieTcs Ass  CKPWUHWUHra
HOBOPOXAEHHbIX B Poccuitckoin depepaumn nnm
QHaNoOrM4Hyl ANa MOSyYeHUs CyxXoro nsaTHa KpoBu. Kposb
MOXeT 6bITb, Kak kanunnapHas (M3 nanbua, NATKU), Tak U
BeHO3Has. BeHo3Has KpoBb cobupaeTca B npobupky,
aKKypaTHO nepeMellMBaeTcs M 3aTeM 6bICTPO C MOMOLbIO
nUNeTKM HaHocuTca Ha dunbTp no 25-50 Mkn KpoBWM Ha
Kaxayt BblaeneHHylo obnactb. HeobxoguMmo  Xxopowwo
nponutatb BblAeNneHHy obnacte Ha dunbtpe (puc. 1).
MpeanoytuTensHO cobupaTtb obpasubl nocne eabl yepes 40




MUHYT - 1 yac. Bo3MOXHO TakXxe ocyLecTBUTb 3a60p KPOBU U
HaToLlaK.
Ha kapTouke-dunbtpe 0653aTeNbHO A0MKHbI 6blTb YETKO F. =y
ykasaHbl ®VO, keM n OTKyha HanpasieH MauueHT, AaTa
poXAaeHus u TenedoH nevawiero spayva (pMCyHoOK 2).
Obpasel cyxoro nsTHa KPOBWM BKaAbIBAETCSA B YMUCTbIN
KOHBepT, mbo B uucTbin dann. KapTouka-bunbTp He
,u,gn)KHa conpukacaTbcs C rp9|3H01716 NOBEPXHOCTbID U C T R R P TR —
obpasuamMu Apyrux naumeHToB. HeobxoaAMMO MNpUIOXUTb K , _ i
obpasuaM MHOOPMUPOBAHHbIE COrlacusa MauueHTa uan ero K""”“ﬂ_“‘””m"mc'rm"W""‘af“"':""““”E"”HG““DPD"”
3aKOHHbIX MpeacTaBUTENen Ha npoBeaeHue nabopaTopHbIX *  Hekacafitech 050acTi, NPONUTARHOR KpOBbI
nccnenoBaHui
PucyHok 1. O6pasey npaBWUIbHOMO HaHECEHWUsI KPOBM Ha
KapTouKy-dunbTp
DIVI0IIO
I
03 B 2023-10 DODDIZCWOO
XpauuTe npu +2 - +25 C*
4 6 0010608
DHD Naupenta
OaTta posEuns L3Ta BIATHA KDOEW Man
N0 Bpara
Ay [ Fopoa | Aapec
E-mail aparsa
Tesedon npaia
Tecr
[Jwston [ Jnowne [ Jrome [ Jmnca [ Juse-crt [ Jusors
] cememmsi cxpusm. Myrausm
' PucyHok
2. Obpa3zel KapTo4kn-punbTpa
AJIFOpl/ITM JAedcTBUI MeIUIIHHCKOIO NnepcoHaJia Ipu B3ATHHU 06pa3u03 KpoBH
e BBIMBITH PYKHU (I‘I/IFI/IGHI/I‘-IGCKI/Iﬁ yp0BeHI>), HAaACTh IICPUYATKHU,
e BBIMBITH PYKH MalleHTa (MAaTKy peOeHka, B ciiydae, eCiiu KpoBb OepeTcs U3 MATKH);
e TIPOTEPETh OONACTh MPOKAJIBIBAHUS CTEPWIBbHON candeTkoir, cmoueHHoit 70% cmupTom,
ITPOMOKHYTH CYXOfI CTCpI/IJII:HOﬁ Caﬂ(l)eTKOﬁ; - IIPOKOJOTH CTCPHUIIBHBIM  OJHOPA30BbIM
CKapU(pUKaTOpOM;

e CHATH MCPBYIO KAILIKO KPOBH CTCPUIIBHBIM CYXHUM TaAMIIOHOM;

e MATI'KO HAJITABUTH IJIA MMOJTYYCHUA BTOpOfI KaImjin KpOBH;

e MIPUIOXKUTDb HNCPIICHAUKYIIIPHO TeCT-OJIaHK K KaIlie KpOBHU U IIPOIINUTATH €I'0 KPOBBIO HACKBO3b,

e AQHAJOTMYHBIM O0pa30M HaHECTH Ha TecT-ONaHK 6-8 Kamenb, BUJ MATEH KPOBU JIOIKEH OBITh

OJTMHAKOBBIM C 00EMX CTOPOH.

¢ BLICYIIHUTH TecT-0OJIaHK B TOPHU30HTAJIBHOM ITOJIOXKCHUHN Ha YHUCTOM O6€3)KPIpCHHOI>i IMOBCPXHOCTH HEC

MeHee 4 4 6e3 IpUMEHEHUS TeIIOBO 00paOOTKU U TOMAalaHus MPSMBIX COJIHEUHBIX JIydei;

e yHakoBaTh TECT-OJAaHKM B YHCTHIH KOHBEPT TaKUM 00pa3om,

COIIPHUKACAIHUCh.

4TOOBI

IIsITHA KpPOBU HC




Ocol0ennocTu npu HH(QY3UOHHOM Tepanun

HexoTtopbie manueHTsl MOTYT MOAy4aTh HHPY3UOHHYIO TEpaIuio, MepenBaHue KOMIOHEHTOB KPOBH,
YTO MOXKET OKa3aTh BIIMSIHUE Ha Pe3yJibTaThl T€CTOB. Hampumep, mpu nepesiMBaHUM IJIa3Mbl KPOBU
MOTYT OBITh IOJYYEHbl JIO)KHO-OTPUIIATENIbHBIE PpEe3YyJbTaThl, TaK KakK ompenaessemMbie (epMEHTHI
HaXOJATCA B TJIa3ME M B KJIETKaX KPOBHU. PeKOMEHIyeTCsl OCyIIeCTBUTH 3a00p KPOBU 1Jisi ePMEHTHOM
n JIHK-quarnoctuku He 9 panee yeM uepes 6-7 aHel mocie nepeuBaHusl MI1a3Mbl KpOBU U uepe3 7-

10 nHeli nocne nepeauBaHusi KOMIIOHEHTOB KPOBHU
He nonyckaercs 3a060p kpoBu

e Cpa3y MocJje MPOBEACHHs MalueHTy HHPY3MOHHOW TepaIuu;

e Cpasy MOCJE 3aMEHHOTO MepeIBaHus KPOBHU.
XpaHeHHe M TPAHCIOPTHPOBKA OHoMAaTepuaJia

OOpa31pl BHICYIICHHBIX MATEH KPOBU MOXKHO XPaHUThH B OOBIYHON Kamepe XonoauibHuKa mpu +40C
10 otrpaBku. Cpok XpaHEHHUs 10 MOMEHTA OTHPABKH HE JIOJDKEH NMPEBbINIATh 7 AHEH. Eciin XpaHUTh
nonblie U mpu Ooliee BBICOKOM TeMmmepaTrype, TO aKTHMBHOCTh (epMeHTa Jake B HOPME MOXKET

CHWIKATLCA, UTO ITPUBCACT K JIOKHO-ITOJIOKUTCIIbHBIM PE3YyJIbTaTaM.



