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KiaioueBsbie CJioBa



CIIMCoOK CoKpalleHun

ATAJI - anbda rasakrosyumasa A

AJIT - ananuHaMMHOTpaHcdepasa

ACT - acnapraTaMuHoTpaHcdepasa

B® - 60ne3up ®abpu

KT - KomnbioTepHasi ToMmorpadus

JIBH - nu30comMHbIe 60/1e3HM HAKOTIJIeH ST

MPT - MarHMTHO-pe30HaHCHas1 ToMorpadus
HIIBC - HecTepougHbIe ITPOTUBOBOCHIAIMTEIbHBIE CPENCTBA
CK® - ckopocTb KITYOOUKOBO# (PMIbTpALIN

V3U - ynbTpa3ByKOBOE UCC/IefOBaHME

@3T - pepmeHTHAS 3aMeCTUTe/IbHAS Teparms
XITH - XxpoHn4yeckas rmoueyHasi HeJOCTaTOYHOCTh
OKT - snexrpokapauorpadus

OHMI - sanekTpoHelipomMmuorpadpus

9x0-KT' - axokapauorpadus

93T - sanekTposHiedanorpadpus

lyso-Gb3 — rno6oTpuao3nnachuHro3nH



TepMMUHBI U onIpeae/IeHUs

depMeHTHasl 3aMeCTUTe/IbHAsI Tepamnusl — JiedeHue, 3aKIovaroleecs
BO BBeJleHMM MpenaparTa (peKoMOMHAHTHOTO ¢hepMeHTa) MaleEHTaM C
HacaeICTBEHHBIM HapyllleHeM MeTabonn3Ma.

JInzocomHble 00J€3HM HAKOIJIEHMsS] — Tpylna HacaeqCTBeHHBIX
MOHOTEeHHbIX 3a0o0/ieBaHMI, CBSI3aHHBIX C HapylleHueM QYHKIUU
JIN30COM



1. KpaTrkasa mHopmMmanus

1.1 Onpenenenmne 3a601€eBaHUS UM COCTOSTHUS
(rpymnmnbl 3a00/IeBAHUI MJIV COCTOSTHUI)

bonesup ®a6bpu (b®) wunm 6GonesHb AHpAepcoHa-dPabpu -
HacaeqCcTBeHHOe 3abojieBaHMe, OTHOCSIIeecsl K IPyIIe JM30COMHBIX
6onesneit HakoruieHusi (JIBH), oOycioB/ieHHOE CHIMKEHUEM WA
OTCYTCTBMEM aKTMBHOCTM ¢depMeHTa o-TajakTto3muaasbl A (ATAJD).
Hedbuuut dhepMeHTa MPUBOAUT K HAKOIUIEHUIO IMTMKOGOCHOAUIINA0B
B JIN30COMAax KJIETOK pa3jMUHbIX OPraHoOB, BKJIIOUAsl cepjile, TOUKH,
HEPBHYIO CUCTEMY M OSHOOTEeIMII COoCymoB. 3abojeBaHMe HOCUT
MIPOTPeCCUPYIONINIT MYJIbTUCUCTEMHBII XapaKTep, XapaKTepu3yeTcs
CHIDKEHMEM  KauecTBa M  IIPOJO/DKUTENBHOCTM  KM3HU. bes
COOTBETCTBYIOIIETO JIeUeHUsSI CMepPTeNbHbIVi MCXOM, KaK IpaBuio,
HACTyIlaeT Ha 4-5M AeCITUIEeTUU KU3HU OT CepIeuYHO-COCYOUCTHIX,
11epe6pOoBaCKY/ISIPHBIX OCTOXKHEHUI MM MOUedHO HeJ0CTaTOYHOCTU
[1,4].

1.2 OTnonorust u naToreHes 3a6o1eBaHUS U
COCTOSIHUS (TPYIIIbI 3a00/IeBaHUI IV COCTOSTHMIT)

[IpyunHOt BO3HUKHOBeHUST B® gBasgorca wmyrtauuu reHa GLA,
Koaupymwiero gepmeHT a-ramakrosugasy A (GLA; EC 3.2.1.22, ATAJI).
I'en GLA KapTupoOBaH Ha OJIMHHOM IIjiedye XpoMOCOMbBI Xq22.1, umeer
pasMep OKOJIO 12 ThICSAY Mmap HYKIEOTUIOB U COCTOUT U3 7 5K30HOB.

K Hacrosimemy BpeMeHM uaeHTUGUIMpoBaHo 6onee 600 BapMaHTOB B
reie GLA, B Tom uuciae oxoino 500 1maTOreHHbIX MYyTaluii,
M3MEHSIIOIIMX CBOVCTBA U CcTabuabHOCTh ATAJI [1,4]. BoMbIIMHCTBO
MyTaluii  SBJISIIOTCSI YHUKAJIBHBIMM  [JISI  KaXAou cembu. b
HacnenyeTcs 1o X-CUuelVIeHHOMY TUITY.

[lepBuuHbIM OMOXMMMUECKMM JnedekTom I1pu bd gpasieTcs
HegoCcTaTOUYHOCTb  ¢depmenHTa  ATAJI, KOTOPBII  OTILEIJIsIeT
TEPMMUHAJIbHBIN OCTAaTOK 0-TaJIAKTO3bl OJUTOCAXapUAHON Lenu
HeMTpaabHbIX IMMUKochMHTOMUINUAOB. HemocTtaToyHOoCTh ¢epMeHTa
MPUBOOUT K  HAKOIUVIEHMIO B  JIM30COMax pasHbIX  KJIETOK



(3HOoTenuaabHble UM [VIQAKOMBIIIEUHble  KJIETKUM  COCYHAOB,
SMUTE/NNANbHbIe KJIETKM OOJIbIIMHCTBA OPraHOB, II€HTPaIbHO
HEPBHOI CUCTEMBI, Cep/illa) NMIMKOCHUHTOIUITUIOB.

1.3 dnmuaeMmosiorus 3a00JeBaHusI UV COCTOSTHUS
(rpynmnbl 3a00/IeBaHU WJIM COCTOSTHUI)

B® otHOCHMTCS K pemkuMm 3aboneBaHusaM. Yacrora Oone3HM B
Pa3/IMYHBIX CTPAHAX BapbUpyeT B IMPOKUX Mpenenax (ot 1 Ha 117 000
1o 1 Ha 476 000 k1BBIX HOBOPOXAEHHBIX) [1]. YacTOTa HOBBIX C/TyyaeB
B®, oleHeHHas Ha BbIOOPKAX HOBOPOXKIEHHBIX MaJIbUMKOB,
cocrasuia B Urtanum 1:3100 [2], a Ha TaiiBaHe 1:2400 [3]. BeposTHo,
YTO 60Jiee pacIpoOCTpaHEeHHBIM SIB/ISIETCS JierkKoe, aTUITMIHOe TeueHe
b® ¢ nnpu3HakamMu ropa>keHus OQHOTO OpraHa.

[Ipn mpoBemeHMM CKPUHMHIA TPYIIT BBICOKOTO PUCKA Y MYXKUMH U
KeHIIMH C paHHMUM MHCYyIbTOM pnonsi B® cocraBuna 4,2% u 2,15%,
COOTBETCTBEHHO, C TuiepTpodumeii eBOro sKeaymouyka HesICHOTO
npoucxoxgenus — 0,9-3,9% u 1,1-11,8%, ¢ TepMuHaIbHOI IIOYEYHOM!
HeZIoCTaTOYyHOCThIO — 0,33% 1 0,10% [1,18,36].

1.4 Oco6eHHOCTM KOTUPOBAHMS 3a00/IeBaHMS UJIN
COCTOSIHMS (TPYIITbI 3200/1IeBaHUI VIV COCTOSTHMIT)
1o Me>XayHapoaHOM CTaTUCTUYECKOM
Kjaaccudukanyum 6osesHen 1 npoojiaemM, CBI3aHHbIX
CO 30POBbEM

E75.2 — [Ipyrue chuHronmnumossbl (6onesHb ®adbpn)

1.5 Knaccuduxkanmus 3a601eBaHMUs UM COCTOSTHUS
(rpymmbl 3a00/IeBaHUI WJIV COCTOSTHMIA)

B® orHocuTcsa k JIBH, noarpytne cuHronmnmumo308. C KIMHUYECKOI
TOUYKM 3peHust BbiaensioT aBe dhopmbl B® — kiaccuueckyio (1e0iT B
M1000M BO3pacTe, MYJbTUCUCTEMHOE ITOpaskeHNe) ¥ HEeKIACCUUECKYIO
(mosgHee HAYaJio, M30AMPOBAHHOE T[OpakeHue OOHOM CUCTEMBbI
OpraHoOB: TOJIOBHOI'O MO3ra, cepaua uian rnouek) [1,4].

1.6 Knuanuyeckasi KapTUHa 3a00/1eBaHUS WIN
COCTOSTHUS (TPYIIIIBI 32A00/I€BAaHUI UJIM COCTOSTHUM
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Knuuuueckue mposiBaeHusi npu B® moryr ObITb Upe3BbIUaiiHO
pPa3sHOOOpPa3HbIMM KaK Y JIMI MYKCKOTO, TaK U >XEHCKOTI'O I10jia Iasxke y
YJIEHOB OLHOI ceMby. BbhIpa)keHHOCTb KJIIMHUYECKUX ITPOsiBjieHui bd
B pa3HOM Bo3pacrTe npuseneHa B [Ipmioxenun I'l [1,4].

BHellHMe 0COOEHHOCTM. ['eMMU3UTOTHBbIE MYKUMHBI 4YaCTO MMEIOT
XapaKTepHbII BHENIHMI BUI, HAIlOMMHAIONMIA  OOJBHBIX C
aKpoMmerasueii — BbICTyIIalOIIMe CYlIpaopouTaabHble IYTU U JTOOHbIE
Oyrpbl, BBICTYIIAIONIAS HVKHSIS UeIIOCTh, YBeJIMUYeHHbIe TIYOBI,
3araslias epeHoCula.

KoxkHble TposiBJieHMSI. AHTMOKepaTOMbl  IIPEeACTaBI€Hbl YETKO
OTpaHMUYEHHBIMMU IAIlyIaMM KPacHOTro, TeEMHO-KpacHOro, 60pmoBoro,
JIWJIOBOTO WJIM CHHe-dyepHOro usera pasmepom 0,2 - 1,0 cm.
obpa3syroIniuecss U3 CKOIUIEHUI OTOeJIbHbIX KPOBEHOCHBIX COCYIOB B
BEePDXHUX CJIOSIX J[JepMbl U YTONIIeHMe JsnuagepMmuca B BULE
IIOBEPXHOCTHOI'O TIuIepkeparosa. OQuarM Ha HaAvyaJbHOM CTaauu
IJIOCKMe, Oojiee CBETVIOTO IIBeTa M Jierde IomgaioTcsa okatuio. C
Te4eH)eM BpeMEeHM OHM TEeMHEIOT, CTAHOBSTCS TBep)Xe U CJierka
TIPUIIOIHSTHI HaJl TIOBEPXHOCThIO KOKM. OOBIYHO OHM PACIIOIOKEHBI
CMMMETPMUYHO B ITAXOBOI 00j1aCTH, HA SIroAMIIAX, Oeapax M B 001aCTH
ITyIiKa, Ha JaJoHsIX. EqHNYHbIe aHTMOKepPaTOMbI MOTYT IpUOOpeTaTh
BUI €eIVHUYHOM aHreokKepaToOMbl, CapKOMbI Kariomu, NuMOreHHO!
rpaHyJIeMBI, IMUTMEHTUPOBAHHOTO 6a3a/IbHO-KJIETOYHOTO "
IUIOCKOKJIETOYHOTO pakKa B  HEKOTOPbIX CIAy4yassX MeJaHOMY.
AHTMOKepaTOMbI MPOSBISIOTCS B JETCTBE U ITOCTEIIEHHO C rogamMu
YBEJIMUMBAIOTCSI B KOJIMYECTBE M B pasmepax. MoOryr BO3HUKHYThb
TaK’Ke aHTMOSKTA3UMU B CIIU3UCTOM pTA UM KOHBIOHKTUBE. VM3BECTHBI
cryday b® 6e3 aHTMOKepaToM.

ITepudepnueckass HepBHas cucrema. b® orHOCUTCS K O60I€3HEHHBIM
nojJiMHeBpornatTusamM. Y TauueHToB ¢ b® B 60-80% cioyyaes
Hab/mogaeTcst XpOHMYecKast BbIpaykeHHas, U3HYPSIOIIas
HeBpoIlaTuueckass 60Jb B KOHEUHOCTSX. s 3TO¥ OOaM TUIIMUHBI
TaKye >KaJo0bl, KaK [JIMTeJbHAs JKrydas O0Jib, CTpessIomast
MpoH3awiiasg 001b, 007b, IOJOOHAS SJEKTPUUYECKOMY paspsmy,
aKporiapecte3uy — CIIOHTaHHbIe HENPUSITHbIe HeOoJieBbie ONTYIIEeHMS
[0 TUIY MOKAa/JIbIBaHMUSI UTOJIKAMM, MOJA3aHMSI MypalleK B KUCTSIX U
CTOIaxX, a/yIoguHuUsI — O0Jb B OTBET Ha HeOO0JeBOi CTUMYII,
rurepraTusi — upesMepHast 6osieBasi peakiiusi Ha 60JIeBOit CTUMYII,
OHAa MOXeT OBbITh KaK MeXaHMUeCKOJ, TO eCcTh 00jIb HAa TPUKOCHOBEHME
KUCTOYKOM, BATKOM, TaK M TEeMIIEpATypHOM - IIPpU TEePMUUYECKOM



BO3/Ie/ICTBUM, TIPY TOBBINIEHMM TeMIIepaTypbl OKPYsKaOIIei cpempbl.
HekoTopble IMallMeHThl Takske OTMeUaloT JieeHsIIyio 00b B 061aCTH
JIaIOHEel Ha MOpOo3e.

KpoMe mOCTOSSHHOJ HeBpOMaTHMuecKoii 60/u M akpoIlapecTe3uit MIjist
B® TunuyHbl O60J€Bble KpU3bl, KOTOPble YACTO BO3HUKAIOT IIpU
riepeMeHe IMOTOAbI, Juxopaake, (Qu3udyeckoii Harpyske, cTpecce u
rocjie mpueMa ajakoroyisi. OTU SMU30[bl MOTYT BO3HUKHYTbL Y JIALL
o0oMx TIOJOB M HAyaThCsl yke ¢ ABYX jeT. [Ipu kpuse dabpu 605b
rpuobpeTaeT 60/iee MyUMUTEIbHBIN XapaKkTep, MOXET MPPagUMpPOBaTh
"3 OUCTAJbHBIX OTHEJI0B KOHEYHOCTEN B MPOKCUMAJIbHbIE, IJIUTCS OT
HECKOJIbKMX CEeKYHJT 0O HeCKOJbKMUX HeOelb U He CHUMAeTCs
HApKOTUUYECKMMM aHaJbTeTuKamMu [35].

TouHbI/i MexaHM3M HeBpomaTudeckoil 6omnu mpu BD ocraercss mo
KOHIIAa He u3yuyeHHbIM. IIpexdrionaraeTcs, 4YTO OOJb SIBJISETCS
pe3y/IbTaTOM CTPYKTYPHbBIX TOBPEXIEHMI TOHKMX HEPBHBIX BOJIOKOH
B pe3y/lbTaTe HAaKOIUIEHMSI TIJI000Tpuao3milepaMmmuaa B aKCOHaX
HEpPBOB, TAaHIVIMIX 3aJHMX KOPEIIKOB 1 B vasa nervorum (JiaT. COCYbI
HepBOB). DTO 00/IeBOJ BapMaHT IIOJMHEBPOIIATUM TOHKMUX BOJIOKOH,
nepudepnueckasi HeBpomaTuyeckas 6o0mb. Takke M3BECTHO O
Kanblibukauuy tTajsamyca npu b® (1ieHTpasbHasi HeBpoIaTuyeckas
00J1b ITPY TTOBPEKIEHUM TalaMyCa).

Hapymenne noroorneneHus. Y nanueHToB ¢ b® yacTo BCTpevaeTcs
CHVKEHMe WIU IIOJTHOE OTCYTCTBME MOTOOTHe/IeHUs. DTU U3MeHeHUs
CBSI3aHbl C HaKOIIeHMeM I71000Tpuao3uialiepaMuia B TOTOBBIX
’keje3ax M B CTE@HKaX KPOBOCHAOKAMOIIMX MX COCYIOB, a TakKke C
TOpakeHeM BereTaTMBHBIX HEPBHBIX BOJIOKOH (BereTaTUBHbLIN
BapMaHT MOJMHEBPONATUM TOHKUX BOJIOKOH). B pemkmx ciaydasx
HaO/II0gaeTCsI TUIepPIUapPO3s.

[leHTpanbHasi HepBHas cucremMa. b® MOXHO OTHecTM K Oose3HM
MaJIbIX COCYAOB (MaJIbIX apTepuit U apTepuoi). Y maluueHToB ¢ bd
BBICOK PMCK PpasBUTUS TPAH3UTOPHBIX MIIEeMUYECKUX aTaK U
UIIeMUYECKNX/TeEMOpparnyeckux MHCYJIbTOB YK€ B MOJIOLOM
Bo3pacre. YacTtoTra MHCY/IbTA COCTaBsIeT 6,9% y MyXunmH u 4,3% y
SKeHIIMH. Y 60JbIIMHCTBA 60/IbHBIX MHCY/IBT pa3BMUBAETCSI B BO3pacTe
ot 20 o 50 yieT, B TOM umc/ie y KaKAOro ISITOro U3 3TUX OOJTbHBIX - B
Bo3pacre 1o 30 umer. T'emopparMueckuiti MHCYIAbBT Y MYKUUH
BCTpeyaeTcs yalle, ueM y KeHIIMH. Y 2/3 60JbHbIX MHCY/IbT SIBJISIETCS
CJIeICTBMEM aTUIIMYHOTO TedeHUss O0Jie3HU C M30AMPOBAHHBIM
TopaskeHMeM COCYZIOB rojloBHOro mo3ra. B 50% B® mebGiotupyer c
MO3roBOro MHcynbta. Balencrsue storo b® wienyer momospeBarts y



BCeX OOMbHBIX C pAHHMM Pa3BUTHEM MHCYJIbTA Jaxke MPU OTCYTCTBUU
OueBMIHBIX NpUUMH U (akTopoB pucka. Kpome ToOro, BCiencTsue
XPOHMUYECKOM MIIeMUM TOJIOBHOIO MO3ra MOXKeT pa3BUBATHCA
COCYOMCTasl geMeHL s, OJI1 KOTOPOJ XapaKTepHO CHMKeHUe MaMsITU
" TIoBefieHUecKue HapyieHus [1,4,7,35].

[TopaskeHre mouek. [lepBble CUMIITOMBI — MUKPOQIBOYMUHYPUS U
[IPOTEMHYPUS yYalle TOSIBJISIIOTCS B IMOAPOCTKOBOM U B3POCJIOM
BO3pacTe, HO MOTYT MOSBUTBHCSI U HA MEPBOM OeCATUIeTUM KuUsHu. C
BO3paCTOM MPOTEUHYPUS IOCTEIIEHHO HapacTaeT U MOXeT JOCTUTaTh
HedpOTMUECKOTO YpPOBHS, XOTS pa3BepPHYThII HePpPOTHUUECKUIi
CMHIPOM OOBIYHO He pa3BuBaeTcs. Hepeako OTMeuarOTCsS
KaHa/lblieBble HapyuieHus. IIpoTeMHypusi He COIIPOBOXOAETCS
U3MEHEeHMSIMU MOYeBOro ocaaka. [fo3nHee HauMHaeTCd NOCTEIEHHOe
CHIKeHMe (QYHKIMM TIoYeK, KOTOpoe IMPUBOAUT K Pa3BUTHUIO
TEPMUHAJIbHON XPOHMUYECKON IM0YeyHoM HemocTtaToyHOoCTu (XIIH).
[TocnegHsiss ocTaeTcs OOHOM M3 OCHOBHBIX MPUUYMH CMEPTU MalLMEHTOB
¢ b®, xoTs 3aMecTUTeNIbHAS [TOYeUHas Teparus Uiu TPaHCIUIaHTALMS
TOYeK IMO3BOJISIIOT MPOJINTD XM3Hb TaKUM O0/JIbHBIM. Y MaAlMEHTOB C
HekJ1accuueckor b® BO3MOKHO M30IMPOBAHHOE MOpaskeHue moyek. B
TaKMX CJIy4asix OAMarHo3 MOKeT ObITb yCTAaHOBJIEH Ha OCHOBaHUMU
MccaeqoBaHus moyeyHoro o6uorrara [1,4].

[Topaxkenne cepaua. IlopaxkeHue cephlia  OTHOCAT K UYMUCTY
pPacCIIpoOCTPaHEeHHbIX " IIPOTHOCTUYECKU HeOJ1arOIPUSITHBIX
nposiBaeHnii b®. MimeHHo 3aboyieBaHMS cepAllia CTOSIT HAa IepPBOM
MecCTe Ccpenu IMPUYUH CMepTHu y nauueHToB ¢ bd (34% cpenyu Mmy>XKumH
u 57% cpeny >KeHIIMH). XapaKTE€pPHbIM IPU3HAKOM IIOpakeHuUsI
cepaua rpu B® sBnsieTcs rurnepTpodus 1eBOro xkeaygodka, KoTopas
MOKeT ObIThb BbIsIBIeHa ¢ Tomonibio IKI, sxokapauorpadpumu u
MarHMTHO-pPe30HaHCHOI ToMorpadun.

VTosieHe CTEHOK cepiilia Helab3sl OObSICHUTbH TOJbKO OTIOXKEHUEM
TJIMKOCOUHTOMUINUIOB B MMUOLIATAX M IIPOBOSIIEN TKaHM, TaK KaK UX
IOJsS COCTaBJsIeT MeHee 3% OT O00meir Macchl MMOKapna.
CoOTBeTCTBEHHO, Oojiee BakHOe 3HAUEHME MMEIOT TUIIepTpodus
MUOIMTOB M (Gubpos. I'mmeprpodbus u ¢ubpo3 Mmokapaa 4Yacro
COTIPOBOXKIAIOTCS IMACTOAMYECKOM IUCHYHKIMETN JIeBOTO XelyAouKa.
IOnast  oumeHKM  (QyHKUMM  cepilla  IIPUMEHSIOT  TKaHEBYIO
nornriepaxokapanorpaduio (momnmiep-IxoKTI), pesynbTaTbl KOTOPOI
MOTYT MMeETb BakHOe 3HadyeHMe B JMarHoCTMke OeCcCUMITTOMHOTO
rnopaxkeHust ceppaua. HapyiieHuss amactonmveckoii (yHKIUM MOTYT
IIPUBECTU K PA3BUTUIO CepAEYHOIl HemOCTaTOYHOCTU. [Ipu3Haku
3aCTOVHOM CepeyHOi HeJOCTaTOYHOCTY BbIABIISIIOTCS ¥ 11% mMykumH



n 6% xeHumH ¢ b®. Yacto pa3BUBAIOTCSI MpeacepaHbie U
KeTyIOYKOBble apUTMMM M HapylleHus MTpoBoaumocTu. MHdapkT
MMoOKapaa ObUI OIMAarHOCTMPOBAH TOMBKO y 2% mamueHToB. Tem He
MeHee, cTeHOKapaus Habmoganack v 13-20% namueHToB ¢ bD 1 vame
Mpy  HaIMYUM  TUNepTpoduM JeBOro kKedaymodyka. l3MeHeHUS
KJIamaHoB cepaiia npyu b® BcTpeuvaroTcst 4acTo, HO OOBIYHO HE MIMEIOT
KJIMHUYECKOr0 3HaueHMs. BO3MOXHO MOHOCUMMIITOMHOE TeueHue
3aboseBaHMsI C IOpakeHMEeM TOJbKO cepalla (Hekaaccuueckass bd)
[1,4,13].

[Topaskenne naumdbaTueckoit cucrembl. Pa3Butue numdesemMbl
CBSI3aHO C HAKOIUIeHMeM IJIMKOJUIIMAOB B CTE€HKaX JMM@aTuuecKux
cocynoB. Y 60nbHbIX B® numdenema mposiBisieTcss B MOAPOCTKOBOM
MJIM B3POCJIOM BO3pacTe M IIPU OTCYTCTBUM HEOOXOOMMOTO JIeUEeHMUSI
MOKeT MNPUBOAUTH K BbIPa)K€HHBIM TPOPUUECKUM M3MEHEeHUSIM C
U3BISBIEHUSIMM KOXKHOTO TIOKPOBA HMKHMX KOHEUHOCTEM U
OCJIOKHSITBCSI POXKMCTBIM BOCITaJIEHMEM U CETICUCOM.

Odranbmosniornueckue HapyiieHus. TUIIMYHBIM CcUMITOMOM bB®
SIBJISIETCSI [TIOMyTHEHMEe pOroBUIIbI B Bue 3aBUTKOB (70-90% GOTbHbBIX)
[1,14,15]. Penxo BcTpeuaroTcsl 3aaHSISI CYOKAIlCy/asIpHasi KaTapakTa U
TOpa’keHue COCYI0B CETUATKMN.

I3MeHeHMsI CO CTOPOHBI OPTaHOB CJIyXa U BeCTUOY/SIPHOTO armapara.
Y nanyueHToB ¢ b® MoXeT OTMeuaTbCs CHUKeHMe CIyxa, IIIyM B YIIax,
TOJIOBOKPY>KEeHMe.

OcoOeHHOCTM KJIMHMYECKOV KapTuHbl B® y meteir. IlepBbie
KIMHNYeCcKue mposiBieHus: B y merelt yaiie Bcero BO3HMKAIOT B
MOJAPOCTKOBOM ¥ IOHOIIIECKOM BO3pacTe, XOTS MHOTAA IIPU3HAKU
3ab6omeBaHMsa MOTYT Ae6rooTupoBaTh M B 2-4 roga [1,4,5]. CHauana
CUMIITOMBI 3a00JIeBaHMSI MMEIOT HecnenupuiecKuii xapakrep, UTO
3HAUMTEJIbHO 3aTpydHSIeT U 3aMefjisieT MOCTaHOBKY JMarHosa. JTO
MOKeT ObITb 00j1b, OUCKOM@POPT B XKMBOTe, HEODOPMJIEHHbIN CTYII,
CYXOCTb KOXXHBIX ITOKPOBOB, IIJIOXasl IIePEHOCHMMOCTDb Kapbl, MHOIA
NpUBOOAIIASL K  PasBUTUIO  JIMIIOTMMUYECKUX, OOMOPOUHBIX
COCTOSIHMIA, 3MM30aMuecKkue 60/ B CTOIaxX MU KUCTSIX. Ecin 6oy B
pykax IeOIoTHPYIOT B BO3pacTe MeHee 3 jieT, TO BepupuinmpoBaTh UX
ObIBaeT KpaiiHe CJI0XKHO, T.K. BHEIIHE 3MM30[ 00N BBIIJISOAUT KakK
MCTepUKa, TCUXOMOTOpPHOe BO30ykmeHMe. KOoCBeHHBIM IPU3HAKOM
SIBJISIETCSI TO, YTO pebeHOK YCIOKaMBaeTCsl B IIPOXJATHOM Bome
(bacceiiH), UCIBITHIBAET OOJIerYeHMe, KOrma JIOKUTCS Ha XOJIOIHYIO



TIOBEPXHOCTh (HaIrpumep, KadenabHblil 1M0J). B manbHeleM kaao0bl
Ha 00/ B KOHEUHOCTSIX CTAHOBSITCSI 6ojiee YacThIMM UM IIOCTEIIEHHO
IIproopeTaloT TUIIMYHbIE 1151 B® mposiBieHus.

lacTposHTeposornuecKme IMposiBIeHus 60/Ie3HM MOTYT ObITh OTHUM
M3 TepBbIX CUMIITOMOB 3a00ji€eBaHMSI B JETCKOM U IOHOIIECKOM
BO3pacTe ¥ BO3HMKATh Ha IIEPBOM [ECSITWIETUM KU3HM, OTHAKO, B
CUITy CBOEJ Majoi Crneuu@UUHOCTM SIBJSIIOTCSI  KOCBEHHBIMMU
Mapkepam bB® B couetaHuuM c OpyrumMu 6Oosiee TUIMUYHBIMU
cumnTomamu. Hanbosee yacTo HabMI0IaI0TCSI CXBATKOOOpa3HbIe 60/
B JXMBOTEe, B3OyTME KMBOTA, HEYCTOMUMBBIN CTYJ, TOIIHOTA, PBOTA
CHVDKEHMe anmeTuTa u geuuur Beca.

Cneuuduyeckoe «MYyTOBUATOe» TIOMYTHEHME POroBuilbl  (Tak
Ha3bIBaeMasi «BOpPOHKOOOpasHasi» KepaTomaTusi WMJAM  cornea
verticillata) — wuYacThlii CUMIITOM B [ETCKOM U IOAPOCTKOBOM
TIOMY/ISIIMM MManyeHToB ¢ B®. Ero MokHO 06GHApYKUTh B Bo3pacTe 4-5
net. Taxkast crneuudUUYHOCTb [e/JaeT BO3MOKHBIM IIPEIIION0XUTD
Haimuue b® Ha paHHel cTaguu. Takue M3MeHeHMs], KaK IOMYTHeHMe
XpyCTajiMKa B BUIe paauaJbHON 3aHei CyOKaIlCy/JIsIpHOM KaTapaKThbl
- «kaTtapakTbl ®abpu» M OBYCTOPOHHEN IepemHeil KarcCyasipHON U
MMOAKAIICYJ/ISIPHOM KaTapaKThbl peAKO BCTPEUYAIOTCS Yy AEeTei U SIBJISIIOTCS
MMaTOrHOMOHUYHBIMM CMMIITOMAaMM y B3POC/IbIX OOTbHBIX.

TunmuHbie KOKHbIE MTPOosiBIeHNs1 b® - aHIMOKepaTOMbl, TAK)Ke MOTYT
HaOmM0AaThCsl Yy TAIMEHTOB Y)Ke B [JIeTCKOM Bo3pacTte. IlepBbie
3JIeMeHTbl YacTO IIOSBJISIIOTCS B IOLPOCTKOBOM BO3pacTe, Kak
MpaBWio, ObIBAIOT EOVMHUYHBIMM UM MOTYT MMETb HEeTUIINYHYIO
JIoKanmM3auuoo (yuy, rpygHas KjieTka), Ha CAM3UCTBIX ITOJIOCTU PTa,
MO3TOMY UX OOHapyXkeHMe YaCcTO BeCbMa 3aTPYOHUTEIbHO U
BO3MOKHO IT0C/IE TIIATeIbHOIO OCMOTpa.

[TopaxkeHMe MOYEK TaKKe YacTo JIeOITHUpyeT B IeTCKOM Bo3pacTe (B
3-5 y1eT), OJHAKO, KIMHNYECKY OHO HMKAaK He ITPOSIBJISIeTCsI. BhIIBUTD
ero BO3MOXHO TOJIbKO JabOpaTOPHBIMM MeTOoZamMy (CyTOUHAs
9KCKpeuust Oenka/aabOymmuHa ¢ Mouoii). IlepBbIM IpU3HAKOM
nuchyHKIMM TTOYeK, YacTO MMeIollleM MeCTO Yy JeTeil M MOAPOCTKOB,
crpamawimmx bd, gBiaseTcs 3nmM3ogMuecKass MUKPOIIPOTEMHYPUS U
MUKPOATBOYMUHYPHS (9KCKpeLus: aibbyMuHa ¢ modoit ot 30 mo 300
MT/24 41). B manbHejilieM aJibOyMUHYpUSI CTAHOBUTCS IIOCTOSIHHOIA, ee
ypoBeHb yBeiauMuuBaeTcsi. Kak mpaBuio, 6ojiee Tspkeloe IOpakeHue
ToyeK [Jjs OeTeil M IOAPOCTKOB He XapaKTepHO, a KIMHUYECKue
IIPU3HAKMA TOSIBJISIIOTCSI HA TPeTheM AeCSITUIETUM KUSHMU.



CUMIITOMbBI TIOpaskeHUSI CepIAeuHO-COCYAMCTON cucTteMbl npu BD B
MOJIPOCTKOBOM BO3pacTe BeCbMa CJIOKHBI AJI OMarHOCTUKU. Tak y
IIOAPOCTKOB OBIBAIOT II€pMOAMYECKME IIOAbEMbBI WIM TaIEHUS
apTepuaabHOTO MOABJIEHMSI, WIM, KaK TIpaBUI0, OeCcCMMIITOMHbIE
BapMAaHThI apUTMMUIA, 3aperucTpupoBaHHbIE Ha
anekTpokapauorpamme. OmHako, 4yeTko AuddepeHMpPOBaTh paHHME
nposiBieHuss B® OT BO3pacTHbIX BereTaTMBHBLIX HapylIeHUil B
OOJIBIIMHCTBE CTyyaeB HEBO3MOXKHO.

Opyrumu KpaiiHe pegKUMU HEeBPOJIOTMYECKMMU TIPOsIBIeHUs MU bO y
ZeTei, SIBJISIIOTCS 11epedbpOBaCKYISIPHbBIE HapylLIeHus,
CONPOBOXAAOIMECS TMOBBIIIEHHBIM PUCKOM MHCYAbTA. VMerTcs
JIuTepaTypHble [aHHble O TIalMeHTax, MMeWIIUX Ipexonsduue
HapyIIeHUsI MO3TOBOTO KpoBoobpateHnus ¢ 12 et [5].

HapyuieHusi ciiyxa OTHOCATCA K TUIOUYHBIM NOposBiaeHusm bd. K
b6omee paHHMM CUMIITOMaM, BO3HMKAIOUMM B JEeTCKOM U
IIOAPOCTKOBOM BO3pacTe, OTHOCITCS LIYM (3BOH) B yIIaxX (OGHO- WIU
OBYXCTOPOHHMUI) M TOJIOBOKPYXEHME K KOTOPbIM C BO3PacTOM
IIPUCOEIVHSETCS HEMIPOCEeHCOPHAs TYTOYXOCTh

K MeHee creuu@uuHbIM CUMIOTOMaM 3abojieBaHMUSI, PeIKO
BCTPEYAKIIMMCSI y JeTeil U TIOAPOCTKOB, TaKke OTHOCSTCS
OCOOEHHOCTM BHEIIHOCTM (M3MeHeHMs [0 TUITy aKpoMerajiunn),
HapyIlleHUs ObIXaHMs, aHeMMsl, CKeJleTHble aHOMaauu (medopmanus
OUCTAJbHBIX OTHOEJOB MeskdalaHTOBbIX CYCTABOB IIa/iblieB PYK C
HapyllleHMeM UX IIOABWOKHOCTM, YTOJIIEeHMe KOHIEeBbIX (asiaHT
Ta/IbLIEB II0 TUITY «6apabaHHbIX ITAJI0UEK»), OCTEOIIEHMSI, OCTEOIIOPO3,
TpelliHbI ¥ 9PUTEMATO3Hble M3MeHeHMUsI IPUOOBUIHBIX COCOUYKOB Ha
IOP3aJbHOM TIOBEPXHOCTU $3bIKA; IVIOCCUT, TpPaHyJIeMaTO3HbIN
XeMJIUT, TUTIOTUPEO3, 3a4eP>KKa MOJIOBOTO Pa3BUTUS, IpUATIU3M, U AP.



2. IuarHocTuka

IOuarHo3 bB® ycraHaBAMBAeTCsI HAa OCHOBAHMUM COBOKYITHOCTU
AHAMHECTUYECKMX U  KIMHUYECKUX [TAHHBIX, pPe3y/IbTaTOB
71ab0paTOPHOro MCCIegOoBaHMS (OMOXMMUIECKOTO M MOJIEKY/ISIPHO-
reHeTUYEeCKUX UCCIIeJOBaHNN).

3anomo3puTh b® mpoiie mpyu HaAJIMYUM KJIaCCUYeCKOro BapuaHTa —
CUCTEMHOr0 3a00JieBaHMSI C IMOPakeHMeM II0YeK, Cephlla, KOXKMU,
HEePBHOM CUCTEMbI, KeJygOUYHO-KMUIIEeYHOTO0 TpaKTa, oOpraHa
3penus. OmHaKo, MOpaskeHMe cepAlla MM II0UueK MOXKeT ObITh
eOVHCTBEHHbIM mposBiaeHreM b®d. VY Takux IalMeHTOB
OTCYTCTBYIOT KaKue-IMb60 CUMIITOMBI 3a00jeBaHMUSI B IEeTCKOM
Bo3pacTe. [IMarHOCTUMpPOBATL aTUINMUYHBIE BapuaHTbl b® MOXKHO
TOJIBKO ITyTeM CKpUHMHIA IPyIr pucka. [Ipenmnonarate b® cienyer
y BCex IallMeHTOB C rurepTpodueil Muokapaa JeBOro sKeayaouKka
HEeSICHOTO MPOUCXOXKAEHMS U MHCYJIBTOM, Pa3BUBIUMMCS B MOJIOLOM
Bo3pacre (1o 40 jer).

AupgeperyuanvHas duazHocmuka aHzuokepamom. BbisiBieHUe
AHTMOKEepaTOM SIBJISIETCS Ba)KHbBIM IMATHOCTUYECKUM <«KJIHOUYOM»
rnpu b®. Bo BpeMs Kpu30B, COIPOBOXIAIOIIMXCS JIMXOPAOKOM U
60/15IMI, aHTMOKEPATOMBI MOTYT OBITH IIPUHSITHI 3a MEeTeXUaIbHYIO
CbIllb, UTO TPUBOAUT K YCTAHOBJEHMIO OILIMOOYHOTO AMarHosa
MeHuHruTa. JuddepeHunanbHblii OMAarHo3 cjaeayeT Takke
IIPOBOAUTH C HAC/IEACTBEHHOM reMOpparn4eckoin TeJlaHrn3KTasuen
Penpnio-Ocnepa-Bebepa, C aHIMOKepaToOMOM doppaarica,
aHTMOKepaToMoit Mwubemin ¥ orpaHMueHHO) HeBUDOPMHOI
aHTMOKepaToOMO TYJOBUIIA.

AHTMOKepaTOMbI TaKKe BCTPEUAIOTCS M IIPU APYTUX JU30COMHBIX
Oonme3HSIX HakorvieHusi: OomesHu Iluupnepa, ¢yKko3umose,
TaHIVIMO3MI03€e, aCIIapTaTIIIOKO3aMUHYPUM U CUATUIO3E.

boneesoti  cundpom. bBoneBoit cuHApom Iipu B®  yacto
COTIPOBOXKIaeTCcsl Cyo(eOpMIbHOM JMXOPaAKOi ¥ ITOBBIIIEHHOM
COD3, 4TO 4acCTO MPUBOAUT K YCTAHOBJIEHUIO «JIOKHBIX» IUMArHO30B:
pPEeBMaTOMIHOIO apTpuUTa, peBMaTM4YeCKON JTUXOpaaKu, apTPUTOB,
3pUTpOMesIaJIruu, cuHapoma PeitHo.



Iloueunass namonozusi. Ilpu MU30IUMPOBAHHOM MOPAKEHUM IIOYEK
MOYEBOJ CUHIPOM MOXKET OIIMOOUYHO MHTEpPIIPETUPOBATHCSI KakK
XPOHUYECKUM JIATeHTHBIN rJioMepynoHepuT U
MHTEPCTULIMATbHbIN HePUT.

CepOdeuto-cocyoucmas cucmema. CUMIITOMBI CXOJIHBI C
KapayoMeraayeil Wiy apuTMueii HesiCHOTO reHe3a.

Opmanvmonozuueckue HapyuieHus. C TIOMOIIbIO IeJIeBOM JTaMIIbI
BBISIBJISIIOT [IOMYTHEHME POTOBULILI B BUE 3aBUTKOB.

JKenydouno-xkuweuroili mpakm. KemyaouyHO-KUILIEUHbIE CYMITTOMBI
npu b® uMewT CXOACTBO C CUHIAPOMOM pasapak€éHHOI'0
KUIIeYHMKa, 60e3HbI0 KpoHa.

IOuddepentiyanbHblit farHo3 b® npencrasieH B [Ipunoskennu I'2.

2.1 JKanoObl 1 aHAMHe3

CrekTp BO3MOXHBIX aja00 y maiyeHToB ¢ B® mMoxkeT ObITh BeCbMa
IMIVPOKUM M 3aBUCUT OT popmbl 3a60eBaHMs (KIaCCUUECKO MU
HeK/IacCMUecKoii), Tmosa mnauyeHTta (y >KeHUMH 3abosieBaHMe
00BIUHO TIpOTeKaeT B OoJiee JIeTKOil U CTepToii ¢opme), Bo3pacTa
MaHudectauuu O0Ne3HUM U UHIAUMBUAYAJIbHBIX 0COOEHHOCTEN
TeueHUs 3a00/1eBaHMSI.

JKano6b1 M aHaMHeCTUYeCKMe COOBITHS :

OTSITOLLIEHHbIN ceMeliHblii aHaMHe3 (00 B KOHEYHOCTSIX, paHHMe
MHCYIbThI, MHPAPKThI, XpOHMUECKasI MOUeuyHasi HelOoCTaTOYHOCThb
(XITH) B cembe);

YTOMJISIEMOCTb;

Jernpeccus;

aHTMOKepaToOMa «HIDKe MOosICa»: Ha SIrOAMIIAX, MOSICHUIIE, MOTOBbIX
OpraHax, Ha HM>KHUX KOHEYHOCTSIX ;

CHIKEeHMe CJIyXa, IIIyM B yIllaX;

TOJIOBOKPY>KEHMS ;

00/ B KUCTSIX U CTOIAaX (MyYMTEIbHOE UYBCTBO ITOKA/IBIBAHUS WU
MOJI3aHMS MypalleK B KOHEYHOCTSX, OOJIbIlle B KUCTSIX U CTOITaX
(akpomapacre3un);

TIOBBIIIIEHME UYBCTBUTEILHOCTH C JIOKaIM3aluei B 061acTi CTOII U
KIUCTeN;

00J11 B CyCTaBax KOHEUHOCTEl, beipax U rojieHsX;



6oJieBble KpM3bl (9TO XapaKTepHOe OTInuUKMe OT APYTUX OO0JIeBbIX
TIOJIMHEBPOIIATUM TOHKUX BOJIOKOH B M0JIb3y b®D);

60/ B JKUBOTE;

JIUXOpaJiKa HesICHOI'O reHe3a;

TJI0Xas [epeHOCUMOCTb XOI04a U JKaphbl;

TUIIO- UM aHTUAPO3;

XpOHMYeCKas auapes;

riepeHeCeHHbI MHCYIbT/MHCYJIbTDI;

MPU3HAKM  TIOpaKeHUST TOouYeK (MIpOTeuMHypus, [OBbIIIEHME
CBIBOPOTOYHOI'O YPOBHS KpeaTHMHA);

MIPU3HAKM TOpakeHMe CepledyHO-COCYyAMCTOlM cucrembl (6onu B
cepaie, nepedoou, nsmenenus Ha IKI);

KaTapakTa;

IIOMYTHEHVE POTOBULIbI.

JKanobsl u avamue3 makxixie ONUCAHbI 8 pasdejie <«KAUHUUEeCKAs
KapmuHa».

2.2 dusukaabHOe 00c/IeJoBaHMe

BuvipaxeHHOoCMb KauHuueckux nposeneHuti 6@ 6 pasHom eo3pacme
Moxcem  eapbuposame, Nnpu  QUIUKATLHOM OCMOompe  Mozym
npossaamucs cnedyrujue npusHaku bd:

2py0Oble uepmol 1UYA;

avzuoxkepamoma (8HyMpeHHS N08epXHOCMb bedep, Kucmu, »ueom,
clu3ucmole pomosoti noaocmu);

NPU3HaKu yseauueHusl cepoya;

npu3sHaku nepugepuueckozo 6016020 cuHopomMa 8 pPaAMKax
JUCManbHOIll NONUHEBPONAMuUU C NPeUMYUleCMBEHHbIM NOPAXCEHUEM
MOHKUX 80JI0KOH

NPU3HAKU NepeHeceHH020 UHCYbma (nape3ol, HapyuleHus peuul).

ITodpo6HO daHHble u3uKkanbHo20 00C1e008aHUS ONUCAHBI 8 pa3sdere
«KJIUHUYECKAs KApMmuHa».

2.3 JlabopaTopHbIe AMarHOCTUYECKye MCC/IeJOBaHUS

PekomeHm0BaHO onpeneneHme akTMBHOCTU ATAJI B ITHaX KPOBU,
BBICYIIIEHHBIX Ha (QWJIbTPOBaJIbHONM OymMare wiu B JieiKOIIMTax
KPOBM BCeM Ilal[MeHTaM MYKCKOro rmosa (B TOM 4YKUCIe U Ha



OOKJIIMHUYECKON CTaaum) IJis NMOATBepXKAeHusl AamarHosa [16, 26,
28, 29, 37].

YpoBeHb yOenIUTeNbHOCTM pekoMeHAauuuM - A  (ypoBeHb
IOCTOBEPHOCTY 0KA3aTeNbCTB 3).

KoMmMmeHTapumu: Y MYMUUH CHUMCEHHAsi akmueHocms AIAJI
saea55emcss docmamouHo uHgpopmamusHoim npusHakom bB®D. OoHako y
mpemu xeHuwjuH ¢ B® akmusHocmv 3mozo pepmeHma moxcem O6vlmv 8
Hopme [17], noamomy npu npoeedeHUu GepmMeHmMH020 mecma
HEHWUHAM  2MO  HYHWHO  yuumwieame. IIpasuna  3abopa
ouomamepuana 015 nposedeHus UCCed08aHuUli 8 NTMHAX 8bICYUIEHHOL
Kposu npusedeHsl 8 IIpunoxceHuu I'6.

PekoMeHIOBAHO TIIpOBeleHMEe  MOJIeKYISIPHO-TEHETUYECKOTO
UCCIEeNOBAHUS VI BCeX IMAlMEeHTOB CO CHMKEHHOM aKTUBHOCTBHIO
depmenta ATAJI u Ojas aul, XeHCKOTO Mojia MpU KJIMHUYECKOM
rnogospeHuu Ha bd u mpu HaMUUU POACTBEHHUKOB C bD B
POLOCTIOBHOI: BbISIBJleHMe MyTaluii B reHe GLA, KOOupyrolem
ATAJT  pnga  TIOATBEpXKOEHMS  OuarHosa Ha  MOJIEKY/ISIPHO-
reHeTUYeCKOM YPOBHE Yy MYXXUMH CO CHMXKEHHOI aKTUBHOCTBIO
dbepmeHTa U O/ KEHUMH C KIMHUUYECKMMIU TTpu3Hakamu b® i
POJICTBEHHMKOB ITpobaHIa Mo MaTepuHCKoi auHun [1, 17, 26, 28,
29].

VpoBeHb YOEAUTENbHOCTM peKoMeHmaluu - B (ypoBeHb
IOCTOBEPHOCTY AOKA3aTeNbCTB 3).

KommeHnTapumu: [lpu  nonyueHuu  NOJIOXUMENbHO20  UIU
COMHUMENbHO20 pe3ybmama (pepmeHmHoz0 mecma y MyWUUuH U y
HCEHWUH nposodumcsi noomeepxcoarouuti MOJIEKYTISIPHO-

2eHemuueckuti auvanu3 zeHa GLA. Ilupokoe pachpocmpaHeHue
anneneti ncesdodepuyuma (Hanpumep, p.D313Y), npusodsauwiux K
CHUMeHHOU akmueHocmu AIAJI 8 cyxomM nsamHe Kpoeu U, uHozoda
NOHUMCEHHOU, — 8 Jelikoyumax u niasme Kpoeu, obycrasnausaem
06s13amesibHOe BKJIIOUeHUE MOJIEKYNSIPHO-2eHEMUUECK020 AHANU3a 8
nabopamopHyro duazHocmuky b®.

Boisignenue cemetiHoti mymayuu zeHa GLA Jdenaem 803MOMCHBIM

obcnedosatue POOCMBEHHUKO8 npobaxoa, 8blsIBJIEHUE
2emepo3uzomHulx  HocumensHuy b®, a makie nposedeHue
npeHamanwvHoll u npeuMniaHmayuoHHoL OouazHoCmuxKu.

BbonvwurHcmeo mymauuii y nayueHmos ¢ b® mozym 6bimb 8bisi871€HbI C



NOMOUWbI0 CEKBEHUPOBAHUSI 8CEX IK30HO8 U NPUIK3OHHBIX YUACMKO8
UHmMpoHo8 no CaHzepy, HO 8 HEOOJILWOM NPOYEHMe CIyHaes Mymayur
C NpUMeHeHUemM CMAaHOapmMHbsIX Memooo8 0OHAPYy#UmMs He yoaemcs.

PekoMeHJ0BaHO BCEeM IMall¥ieHTaM C KIMHUYECKO KapTUHOM bd-
orpeneseHMe KOHIIeHTpauuu rnoborpuaosmiachuurosuna (Lyso-
GB3) B mgTHax BBICYIIEHHOM KPOBU WM IUIa3Me KpPOBU IS
OMOXMMMYECKOT0 MOATBepKAeHMs AuarHosa [10, 30, 38].

YpoBeHb yOeoUTENbHOCTM peKkoMeHmanuu - B (ypoBeHb
IOCTOBEPHOCTH NOKA3aTe/lIbCTB 3).

PekoMeHI0BaHO oripenesieHre KOHLUeHTpaluu Lyso-GB3 B nisiTHax
BBICYIIEHHOVW KpPOBM WM IUIa3Me KpPOBM BCeM IalMeHTaM C
YCTAHOBJIEHHBIM AMarHo3oM b® rmepen HavajioM Tepanuyu M Ha
doHe depmeHTHOIV 3amecTuTenbHoii Tepanuu (P®3T) mag
O6uoxuMmu4Ieckoro KoHTposst teuenus [10, 30, 31, 38].

VpoBeHb YOEOUTENbHOCTM peKoMeHmaluu - B (ypoBeHb
IOCTOBEPHOCTY JOKA3aTeNbCTB 3).

KommenTapum: KonmuectBeHHOe onpedenieHue 3moz20 ouomapkepa
no0380J151em 8bls16J11Mb He MOJIbKO MYMCUUH, HO U XeHWuUH ¢ B®D, umo
Nnoie3Ho Ong YMOUHeHUsl KAUHUYEeCKo20 cmamyca MeHWUH -
2emepo3uzom, a makxice o paspeweHuss mpyoHolx OUazHOCMuYecKux
cnyuaes. Bmopoe saxcHoe npumeHerue Lyso-GB3 — 3mo MoHUmMopuHz
cocmosiHus u agpekmusHocmu mepanuu nayueHmos ¢ b®. INokasaHo,
umo npu adekeamtotii @3T konuuecmeo cyocmpama 8 niasme Kposu
ymeHvwaemcs. IToamomy uenecoobpasHo cdenames KOAUUECMBEHHOE
onpedenevue  Lyso-GB3  uacmel0 ~ MOHUMOpPUH2A  COCMOSIHUS
nauuenmos ¢ b®, kak Haxo0AwWuxcsi Ha nNamozeHemMu4eckoli mepanuu,
maxk u xcusywux 6e3 @3T. OdHako, cnedyem yuumosi8ams, umo oapie y
nauuesmos, noayuarwwux @3T yposeHb, 3moz0 Mmemaboauma
npakmuuecku Hukozda He docmuzaem HOPMANbHbIX 3HAYEHUI.
Ilpasuna 3abopa 6uomamepuana ons nposedeHus uccnedosauuli 8
NSIMHAX 8bICYWEHHOL Kposu npusedeHsl 8 ITpunoxceHuu I'6.

He pekomeHayeTcsi TIIpoBedeHMe OMOICHMM M I1aTOJIOTO-
aHATOMMUYECKOTO MCCIeNOBaHMS TKaHeM II0YKM UM cephala mjis
MMalMeHTOB C KIMHUMYECKMM T[omo3peHMeM Ha bd miasa
IOATBepPXKAeHus auardosa [13, 26, 29].

YpoBeHb ybenuTenbHOCTM pekoMeHpauuu - C  (YypoBeHb
IOCTOBEPHOCTY OKA3aTeNbCTB 5).



KommenTapumu: Hecmvomps Ha mo, umo OdHHble Memoobl
uccnedo8aHuss mozym 0blmb UCNO0J16308aHbl O JudhepeHuuanbHoli
duazHocmuku b®D, npednoumeHue OONHHO 0mMAABAMBCI MEHEE
UHMEPBEHUUOHHbBIM ~ MemodaMm  UCCIedo8aHus,  MaxkumM  Kak
¢epmeHmHas  OudazHOCMuKa  Uuau  MOJIEKYJIAPHO-2eHEMUUECKOe
obcnedosarue

e PeKOMEHAOBAHO TIIpoBefieHMe JabOpaTOPHBIX MCCAeIOBaHMI
COIVIACHO KJIMHUYECKUM peKOMeHIalMsIM [0 BeLeHUIO IaleHTOB
¢ XIIH npu Hammumm y mnanmeHTta ¢ b Mmpu3HAKOB MOPAKEHUS
TOYeK C IeJIbI0 OLIeHKM COCTOSIHUS TIoueKk He pexe 1 pasa B 6
Mecsnes [26, 28, 29].

YpoBeHb ybenuTenbHOCTM pekomeHpanuu - C  (YpoBeHb
IOCTOBEPHOCTY JOKAa3aTeNbCTB 5).

e PeKOMEHIOBAHO TIIpoOBeleHMe JabOpaTOPHBIX MCCAeIOBAHMIA
COIVIAaCHO KJIMHUYECKMM peKOMEeHIAlMsIM [0 BeIeHUI0 MaleHTOB
rutieprpoduueckoit kapauomuornatueii (KP283) mpu Haauumm y
nanuenTa ¢ b® Npu3HAKOB MOpakKeHUsI CepheuyHOoil MbIMLL [13,
26,28,29].

VYpoBeHb ybOeguTenbHOCTM peKomeHpaiuu - C  (YypoBeHb
IOCTOBEPHOCTU NOKA3aTeNIbCTB 4).

e PekoMeHZ0OBAHO BHE 3aBUCUMOCTU OT KJIMHUUYECKUX ITPOSIBJIEHUM
peryasipHoe oIlpeleseHMe KojaudecTBa Oelka U aabOyMMHa B
CYTOUHOJ ModYe (MMKPOAJbOyMMHYpUM/ IIPOTEUMHYPUN), a TaAKKe
IIpOBeJeHNe OLIEHKM YPOBHSI PAaCUETHON CKOPOCTM KIIyOOUKOBOI
dunbrpanum (CK®) ncxomHo u nanee He pexke 1 pasa B 6 MecsiieB
BCeM T[alieHTaM C YCTAHOBJIeHHbIM [auarHosom bd nu
0ecCMMIITOMHBIM ITallMeHTaM, BBISIBJIEHHBIM TIIpU CEeMEeiTHOM
CKPUMHMHTE [IJI51 BBISIBJIEHUS IIATOJIOTUM TT0YeK [26,28,29, 39].

YpoBeHb yOeAUTENbHOCTM peKoMeHmanuu - B (ypoBeHb
IOCTOBEPHOCTHU OKA3aTe/bCTB 2)

2.4 UHCTpyMEeHTa/IbHbIE€ JUATHOCTUUYECKIUE
JICCJIeJOBaHMUSI

e PekoMeHZOBAHO [JiS1 BbISIBJIEHMUS TOpaskeHMUs1 6eJ0r0o BellecTBa
rOJIOBHOIO MO3ra, MIIeMUYeCKMX O4YaroB y TIauueHToB ¢ b
rpoBoauTh MPT rosoBHOro mMo3ra npy yCTaHOBJIEHUM OMarHosa u
He pexke 1 pasa B rof B cJiyyae, ec/ii M3MEeHEHMUSI ObLIM BbISIBJIEHBI



no Havana ®3T wiam 1 pa3 B 36 mMecsiieB, ecyii U3MEHEHUS ObLIN
BbISIBJIeHbI ITocie Havasa 3T [26-29, 40].

VpoBeHb yOeIUTENbHOCTM peKoMeHmaluu - B (ypoBeHb
IOCTOBEPHOCTHU 10KA3aTe/IbCTB 3).

Kommenrapuii: Ilpu MPT 20/106H020 M032a Y NAyueHmMos mozym
00HAPYHUBAMbCA UUEMUUECKULT UHCYIbM, MUKPOKPOBOU3NUSHUSL U
BHYMPUMO3208ble  2eMaAmMOMbl,  U3MeHeHUs1 0enoz0  eeujecmea
(netixoapeo3) u cepozo eeujecmea (Kanvyuukayusi 3adHe20
manamyca), a make cocyoucmeole Manbopmauuu,
npeumMyujecmeeHHo npedcmasjieHHble 00/1UX03KMAa3usmu
gepmeOpobasuiapHoli apmepuu. DOmu U3MEHEHUS! He SB8JSHmcs
gvlcokocyeyupuursimu 0nst 6D, mozym ecmpeuamscsi y nayueHmos c
dpyeoti namosnozuetl.

PekoMmeHAOBaHO TIalyeHTaM ¢ b® KoHcyabTanmus Bpada-
Kapauosora He pexke 1 pasa B 6 MecslieB M KapAMOJOrMyeckoe
obciieqoBaHMe, BKIOUawIee sxokapauorpaduio (IIpyu rmepBUIHOM
obcimemoBaHMM U pajiee He pexke 1 pasa B 12 mecsineB), 12-
KaHanbHYI0 JKI' (IpM MepBMUYHOM OOC/IENOBAHUM U Jajiee He peske
1 pasza B 12 mecs1eB), XOJTEePOBCKOe MOHUTOPUPOBaHMe (IIpuU
IIepBUYHOM 00CIeIoBaHMM U Jlajiee He pexke 1 paza B 12 MecsiieB)
IJII ~ CBOEBPEMEHHOrO  BBISIBJI€HMS  UM/WMJIM  MOHUTOPUHIA
KapauoJIoOTUYeCcKuxX nsmenenuin [9, 11, 26 -29].

YpoBeHb ybenuTenbHOCTM pekomeHpanuu - C  (YpoBeHb
I OCTOBEPHOCTY AOKA3aTeNbCTB 5).

KommeHTapum: XapakmepHsimM NPU3HAKoM nopaxceHus cepouya npu
bBD sensemcs zunepmpousi 16020 Henyoouka, Komopas Moxcem
Obimb 8visiesieHa ¢ homowpo OKI, axokapduoepaguu u mMazHUmMHo-
PE30HAHCHOUi  momozpaguu. Ins  oueHKu  (GyHKyuu  cepoya
npumensiiom mkaHesyio donnaepaxoxkapouozpaguro (donnaep-IxoKI),
pe3yibmamsl  KOMOpoU Mo2ym uMems 8axcHoe 3HaueHue 8
duazHocmuke 6ecCUMNMOMHO20 NopaxeHus cepoua.

PekomMeHZOBaHO rmalnueHTam ¢ b® B Kapamojgormyeckoe
obcnenoBaHMe Takke BKaouath MPT ceppaiia (ripu mepBUYHOM
obcienoBaHMM U pgajsiee He pexke 1 pasa B 12 MecsileB) sl
CBOEBPEMEHHOTO BbISIBJIEHUS U/ VU MOHUTOPUHTA
KapauoJIoTuYecKux nsmenenun [9, 11, 26 -29, 41].

VpoBeHb yOemUTENbHOCTM peKoMeHAamuu — A (YpoBeHb
IOCTOBEPHOCTHU JTI0KA3aTeNbCTB 1).



e PekomMeHZOBaHO BceM TIanyeHTam ¢ bBb® ocMoTp BpadyoM-
odTambMoMIOTOM (IIpY MEPBUUYHOM 00C/IeIOBaHUM U Jlajiee He peske
1 pa3za B 3 roza), BKIIOUAIOIINI UCC/IeOBaHMeE TIepeHero CerMmeHTa
I71a3a MeTOJOM OOKOBOTO OCBeIlleHMs, oIpedeaeHue medeKkToB
MOBEPXHOCTM  POTOBMIIBI ¥  00OCAemoBaHMe T[JIa3HOTO JHa
(odpTaIbMOCKONNM) C 11€IbI0 BbISIBJI€HMSI TIOMYTHEHUSI pPOTOBUIIbI U
I pyToii r1a3Hoi maTonoruu [1, 15, 26-29, 42].

VYpoBeHb yOeouTeIbHOCTM peKoMeHmanuu - B (ypoBeHb
IOCTOBEPHOCTH NOKA3aTelIbCTB 3).

KommeHnTapum: C nomowplo uwienesoii Jamnsl  8biS187s10Mm
nomymHenue poz2o8uypsl 8 eude 3ae8umikos. CxoOHble U3MEHEeHUs
po20suypsl Habadarmcs npu ynompeoseHuu JeKapcme u3 zpynnol
XJIOPOXUHO8 uau amuodapoHa. Ilpu obcnedosavuu 21a3H020 OHA
3auacmyrw Habawodaemcsi 3aoHAs CyoOKancyasipHas Kamapakma u
nopaycerue cocydos cemuamku, 4mo MOXem npusecmu K msixesol
nomepe 3peHusi.

e PekomeHpoBaHO IauyeHTam c¢ b® B Bo3pacrte crapmie 5 et
TOHAJIbHAS ayauMoOMeTpus 00c/iefoBaHMe IIPYU ITEPBUYHOM OCMOTpE
U pganee He pexxe 1 pasa B 3 roja C Liejibl0 paHHEro BbISIBJIEHMS
HapylIeHuin ciyxa [26-29].

VpoBeHb ybenuTenbHOCTM pekomeHmanuu - C  (YpoBeHb
I OCTOBEPHOCTY A0KAa3aTeNbCTB 5).

2.5 lupie TMarHocTudYecKue MccjaegoBaHus

e PexomMeHoOBaHa KOHCY/IbTAlLMS Bpada-menuarpa oeTsaM C
YCTAHOBJIEHHBIM IMarHo3oM b® eciu OHM He MPOBOAMIOCH B
TIpeIIeCTBYOIIME 6 MecCsSIeB MJiSI OLIEHKM OOIIero COCTOSTHUSI
300pOBbS U OlIpelieieHUs TAKTUKU JaJIbHeei Tepanuu [26-29].

YpoBeHb ybenuTenbHOCTM pekomeHpanuu - C  (YpoBeHb
I OCTOBEPHOCTY AOKA3aTeNbCTB 5).

e PekomeHaOBaHa KOHCYJbTAlLlMs Bpauva-TeparieBTa IJisl IMaleHTa
crapuie 18 jieT ¢ yCTaHOBJIEHHBIM Auar{Ho3om b® e oHU He
MIPOBOAMJIOCH B MpeJIIecTBYIONINe 6 MecCslieB IJis OLleHKM 00I11ero
COCTOSIHMSI 3I0POBbSI U OIpele/ieHus TaKTUKU OajibHeMIIen
Tepanun[26-29].



VpoBeHb ybenuTenbHOCTM pekoMeHpamuu - C  (YpoBeHb
IOCTOBEPHOCTHU IOKA3aTeNbCTB 5).



3. Jleuenue

s maTtoreHetTuuyeckoro JjeueHuss b® paspaboraHa pepmeHTHas
3aMecTUTe/IbHAsI Tepalys, HO BCeM MalyieHTaM OJHOBPEeMEHHO
MIPOBOAMUTCSI CMMIITOMATUYECKOe JIeUeH)e OCHOBHBIX OCIOKHEHMUI
3ab0ieBaHMsl.

3.1 IlIaToreHeTuueckoe JiedueHue

e PexomeHaoBaHO MpoBeneHue ®3T BceM mamueHTaM MYKCKOTO
roJia rocjae BepuduUKalMM OAMarHo3a J1abopaTOPHbBIMM MeTOIaMMU.
®3T cnocoOCTBYET CHICKEHMIO MAcCChl CepAna M YMeHbIIeHUIO
HakorieHMsT Gb3 B Moukax, TOrga Kak BAMSIHME Ha TOpakeHMe
HEPBHOI CUCTEeMbI YCTAHOBJIEHO B MeHbllIeil cTenenu [44, 46, 48].

VpoBeHb yOemUTENbHOCTM peKoMeHAamuu — A  (YpoBeHb
IOCTOBEPHOCTHU 10KA3aTe/bCTB 1).

KommenTapun. Kpumepuu Ha3Hauenuss @D3T npusedeHsl 6
npunoxenuu I'3. B Poccuiickoli ©®edepayuu 3ape2ucmpuposaHo 2
npenapama ons ®3T B® - azancudasa anvpa™* u azancudasa
bema™* Azancudasza anepa™* u azancudaza 6bema** 6wLaU
3apezucmpuposaHsl 8 Mupe HA  OCHOBAHUU  pe3yabmamos
PAHOOMU3UPOBAHHBIX, NAAYEO0-KOHMPOAUPYEMbIX UCCIe008aHULl, 6
KOMOpbIX 3amecmumenbHas mepanust yMeHuWand B8blpareHHOCMb
Hesponamuueckoti 00U, 8bl3bI8ANA pezpecc 2unepmpoguu 16020
wenydouka u cmabuausauuro  @GyHkKuuu nouex, 3adepicusand
passeumue noueuHoli u cepdeuHo-cocyoucmoti HedocmamouHocmu no
cpasHeHur ¢ naaye6o. ITo daHHsIM cucmemMamu3upo8aHHoz0 0030pa
Jumepamypsl,  3(pdexmusHocmy  3amecmumenvHOll  mepanuu
usyuanace no KpatiHeti mepe 8 48 npochekmusHwvlX UCCNeJ08AHUSIX
(KoHmponupyemsix uau HabarwodamenvHsvix). B 22 u3 Hux npumeHsiu
azancudasy anvpa** 6 22 — azancudasy bema*™*, a 6 4 uccnedosaHusx
ObL1U 0000UjeHbl pe3ybmamsl NpuMeHeHus. 00oux npenapamog [19-
22]. B uyenom pe3yibmamsl 3mux uccinedogaHuli nodmeepounu
onazonpusmmulli a¢ppexkm @O3T Ha GyHkuuio cepdua u nouex,
Hesponamuueckyr 00Jb U KA4ecmeo M¥U3HU NAayueHmos, yyuuieHue
C/1yxXa u 8ecCMubyaspHotl QyHKYULL.
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B Hacmosuwee epems ucciedosaHuti, 8 KOmMopslx 8 X00e NpsMbIX
cpasHeHuli Ovliu Obl NoJyueHsbl YybOedumenbHvle O00KA3AMeNbCmeda
npeumywecmaa (Uiu omcymcmaeus maxkoevix) NpuMeHeHUs: 00H020 U3
pepmermos, Hem [50]. Azancuda3y ansha™* 6600sm 6HympuseHHo 8
doze 0,2 mez/ke oduM pa3 e 0ee Hedenu, azancudazy bema™™ -
gHympuseHHo 8 do3e 1,0 me/ke odun pa3 6 dee Hedeau. ITodpob6HO
npuzomoeJieHue pacmeopos Ons 88e0eHUsl ONUCAHO 8 UHCMPYKUUU K
npenapamam. Ilepsvie 88edeHuss npenapamos 00HcHbl OblMb COeaHbl
8 ycnosusix cmauuoHapa. 0Ob6a npenapama He  codepxam
KOHCEPBAHMO8 U Noonexam HemMeoJleHHOMY 66edeHUl0  nocne
npuzomoeJieHus pacmeopa 07s UH@y3uu.

B crnyuae HenepeHOCUMOCMU (PA3BUMUU CEPLE3HBIX HEXCENAMENbHBIX
NoOOUHbIX peakyuli), 803MoxceH nepexod C¢ 00H020 npenapama Ha
dpyeoli. PeweHue o 3ameHe nekapcmeeHH020 cpedcmea NPUuHUMAaemcs
KOHCUIUYMOM CNeYyualucmos, d nauueHm ujiu e20 3aKOHHble
npedcmasumenu 00xHbl OblMb NPOUHPOPMUPOBAHBI O NPUUUHE
3ameHsl npenapama u danvHetiweli makmuxe eedeHusl.

Bgedenue D3T nposodumcs pezyisipHO hpu HAAUYUU NOKA3AHUL; 8
cIyuae  OCNIOMCHEHHO020  meueHusi 0one3HU - 8  YCI08USX
KpPY2J10CyMmo4YH020 cmayuoHapa, 8 cmadulbHOM COCMOSIHUU — 8
cmauyuoHape O0He8HO20 npebvleaHus unu améynamopHo 1 pa3 6 2
Hedenu. Cnedyem obpauwjames 8HUMAHUE HA COOII00eHUEe UHMeP8asos
MeH0y UHPY3UIMU U HEOONYCMUMOCMb nepepuieos 8 mepanuu, m.x.
HapyweHue pexcuma JieueHus Cconposoxodaemcss NOMeHUUa/1bHbIM
pucKkom yxyouieHusi COCMOsIHUS hauyueHma u npozpeccuposaHus
cumnmomos B®. Bce nauuenmst ¢ B® OJdonxicHsl nNpoxooumeo
KOHMposvHble 00C1€008aHUsl (MOHUMOPUHZ2) C  UeNbl0  OUEHKU
a¢pekmusrocmu neueHusl.

ITobouHvie apgexkmst. IlepeHocumocms D3T 00b1UHO XOpOULAS.
OCHO8HBIMU HexcelamebHbIMU dpekmamu mozym Ovims peakuyuu Ha
ggederue npenapama (03Ho0, uxopadka, mowiHoma, maxuxapous,
3y0, muanzusi, 601U 8 KOHEUHOCMSAX, 20/108Has1 601b, 60/1b 8 2pyou), 8
OCHOBHOM JlezKue UU YMEPEHHO 8bIPaXEHHbIE.

B cnyuae  passumus mskensvix  peakyuti NoBbIUWEHHOL
uy8cmeumenbHOCMuU UaU aHAQUIAKMu4eckux peaxyuti Heo6xodumo
HeMeONeHHO npekpamumes UH@GY3Uw U Hauames mepanurw C
coOt00eHUeM COBPEMEHHBIX CMAHOAPMO8 OKA3AHUS HeOMJIOMCHOL
MeOUYUHCKOLI noMOouiu.



e PeKOMEHAOBAHO Y JIMI MY>KCKOTO I0Jia C KJIaccuueckoil dopmoit
b® ®3T HauMHATh C MOMEHTA YCTAaHOBAEHMS OuarHosa [26,45, 46,
48].

VpoBeHb yOeOIUTENbHOCTM pekoMeHZauuu - A  (YpoBeHb
IOCTOBEPHOCTY TIOKA3aTeIbCTB 3).

¢ PekxoMeHIOBaHO >XeHIIMHaM Cc b® HaqMHa'. @®3T npu HaTUUUU
CJIeYIOIMX KIMHUYECKMUX MPOsIBJIeHM I 3a001eBaHMsI, CHMUKAIOIIMUX
Ka4yeCTBO KU3HU U/WJIU, TIPU3HAKA IIPOTPECCUPYIOLLETO MOPasKeHUS
OpraHoB-MuileHei: Kpusbl @abpu w/miM pe3UCTeHTHasT K
CTAaHAAPTHOM Tepanuy peuuauBUPYIOIAsl WIM XpPOHUYeCcKas
HeBporaTuyeckass 00gb B KUCTIX M CTOHAx  M\WIU
MePCUCTUPYIOIIAS TIPOTEMHYPUS M\WJIM CHIDKeHMEe CKOPOCTU
KITy60uKoBO# puabTparum <80 my/MuH/1,73 M2 M\nin ropaskeHue
cepalia M\WIM HapyIleHMs] MO3TOBOIO KpOBOOOpalleHMUsT M\MJIU
UIIeMmuyeckue M3MeHeHUsI TOJIOBHOIO MO3ra, BbISIBJIE€HHbIE MpPU
MPT [47,48].

VpoBeHb yOeIUTENIbHOCTM peKoMeHpamuum - A  (YpOBeHb
IOCTOBEPHOCTH NOKA3aTe/lIbCTB 3).

e He pexkomMeHaoBaHO IaiiMeHTaM ¢ b® mnposemeHue @D3T B
C/IeIyIOMIMX Cay4yasx: OepeMeHHOCTb U Tepuol KOpMJIeHUS
TPYIbI0; TIPUCYTCTBYE IPYTOro OMACHOTO /IS XKM3HM 3a060/ieBaHMs,
MIpY KOTOPOM MPOTHO3 BPSIJ, M OyAeT y/ayullieH ¢ moMoiibio ®3T; y
KOTOPBIX MMEIOTCSI OYeHb Cepbe3Hble OCIOKHeHMs (Halpumep,
TSIKEJIbIM MHCYJIBT, peaHMMalMOHHbIe NallueHThI)[48].

VYpoBeHb ybOeauTenbHOCTM peKomeHpaiuu - C  (YypoBeHb
IOCTOBEPHOCTHU IOKA3aTeNbCTB 5).

KommenTtapumu. Kpumepuu ommenst 3T npusedeHsl 8 NpuioxeHue
I'4. Dxcnepmel cuumarm, 4mo OomMmeHsMy JieueHue y NayueHmos ¢
mscenoli noueuHoti Hedocmamourocmuto (CK® <45 ma/mun/1,73 m2 ¢
koppexyueii no gospacmy (> 40 nem: —1 ma/mun/1,73 m2/200)) He
cnedyem. AHanozuuHo, He ciedyem ommeHssme JieueHue y nayueHmos
Ha duanuse, daxce ecau OHU He hodxodsm 0N MpamcnaaHmayuu
NOUKU, U Yy NAYUEHMO08 CO CHUMEHUEM KOZHUMUBHbIX (yHKYUL 11000l
smuonoeuu. Hauano u npodonuenue DP3T y maxkux nayueHmos
00JIXCHO paccmampusamucs 8 UHOUBUdyaibHoM nopsioke.

3.2 CuMnromaTudeckKasl Tepanusi
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[Io cumnTomaTtnueckom Tepanuu b®P HeT paHOOMMU3UPOBAHHBIX
KOHTPOJMPYEMBIX MCCIemoBaHuit. B mybnukainmusx IpuBeneHbl
pekoMeHJaluy, KOTOpble  OTPakalOT JSKCIIePTHOe MHEHMe
CIelMaanuCTOB U3 Pa3HbIX CTPAH U OIIBLIT JIeUeHUS] Pa3HbIX KOTOPT
MallMeHTOB B PasHbIX KAMHMKAX. I[IpuMeHeHMe OOJbIIMHCTBA
IIpernapaToB AJjIs Tepaluy HeBPOIlIaTMUecKoi Oomm Ijs AeTein u
B3pOUIbIX, IIPOBOAMTCS «BHE WMHCTPYKLIMW», TI09TOMY He
MpeacraBjeHbl B Buae  Te3uca-pekoMmeHpauuu.  OmHako,
rperapaTrbl MOTYT ObITh Ha3HAueHbl MallMeHTaM [0 pelleHUI0
BpauebHoi Komuccum [35, 51]. V maimeHTOB C XpOHMYECKO
HEeBPONATUUECKO OO0/NbI0 M aKpOIlapecTe3usiMy CaeayeT IIo
BO3MOYXHOCTM YCTPAaHUTh (DaKTOPhI, MPOBOLIMPYIOIINE IOSIBIeHMe
6051H, HaIpumep, O0JIbIIINIE dbusuueckue Harpy3Ku,
3MOIIMOHAJIbHBIN CTPecC, U3MEHEeHMEe TeMIIePaTyphl.

e Pexomenpayercst nauyeHtam ¢ b® u ¢ gucrencueii HazHayeHUe
IpernapaToB IpynIbl 610KaTOpoB Hy-rMcTaMMHOBBIX pellenTOPOB
MU MHTMOMTOPOB IPOTOHOBOrO Hacoca [26-29].

YpoBeHb ybenuTenbHOCTM pekomeHpanuu - C  (YpoBeHb
I OCTOBEPHOCTY AOKA3aTeNbCTB 5).

e PekomeHayeTca Yy nauuMeHToB ¢ bd 1ngd  yMeHbIIeHUS
TIPOTEMHYPUU U JIEUEHUS apTePUaIbHOI TUIIEPTOHUM TIPUMEHSTH
MHrMouTOpel AII® M 610KATOPBHI PELENTOPOB aHrMoTeH3uHa I,
obnagarmoimyMu HepoOIPOTEKTUBHBIMY CBOVCTBaMM [26-29].

YpoBeHb ybenuTenbHOCTM pekomeHpanuu - C  (YpoBeHb
I OCTOBEPHOCTH AOKAa3aTeNbCTB 5).

e PekomMeHAyeTcsAs V TmamueHToB ¢ b® nipu pubpmwisumn
rpefcepauii MPOBOOUTL AHTUKOATYISIHTHYIO Tepanuio BO1AAQO3
Bapdapuuom™* [26-29].

YpoBeHb ybenuTenbHOCTM pekomMeHpamuu - C  (YpoBeHb
I OCTOBEPHOCTH AO0KAa3aTeNbCTB 5).

3.3 Xupypruueckoe jieueHue

e PekoMeHAyeTCSA B Cjlyyae pPa3BUTUS TEPMMUHAIBHON IOYEUHOI
HEeJOCTAaTOYHOCTU Y MalueHTOB ¢ b®d jieyeHue remogmann3iom u/
WY TPAHCIJIAHTAlMIO TTIOUKM [26-29, 52].



VpoBeHb YyOeauTenbHOCTM pekoMeHzmanuu - C (ypoBeHb
JOCTOBEPHOCTU JOKAa3aTelbCTB 4).

KoMMeHTapum: TpaHCIUIAHTAIMSI MOYeK MauyeHTam ¢ BO® mpu
pasBUTUMA TepMMUHAIbHOM MOYeYHOIA HeJl0CTaTOUHOCTU
TIPOBOJMUTCSI B COOTBETCTBUM C METOAMYECKMMU peKoOMeHIalusIMMU
«TpaHncnnanTanus mouku» ID: MP34 (http://cr.rosminzdrav.ru/).

PexomeHpayeTcss manyeHTaM ¢ Bb® ¢ aTpMO-BEeHTPUKYISIPHOM
0JIOKaAoii MMIUIAHTAUMS BOOUTEIS pPUTMa, a IIPU HAJINYUU
YIPOSKAIOIIMX KU3HY apUTMUI — KapauoBepTepa-aeduopuisTopa
B COOTBETCTBUM C pa3paboTaHHbBIMU KJIMHUYECKUMMU
peKoMeHIalMsSIMM 1)1 JieueHUsI JaHHO¥ raTosnoruu [53].

VpoBeHb YyOeauTenbHOCTM pekoMeHzmanuu - C (ypoBeHb
JOCTOBEPHOCTU JOKAa3aTelbCTB 4).

PekomMmeHayeTCcsT 110 KejlaHMIO TIlalmeHTa ¢ b® ypaneHue
aHTMOKepaTOM C IOMOIIbI0 apTOHOBOTO Jia3epa [54].

VpoBeHb yOeguTeNbHOCTM pekomeHzamum - C (ypoBeHb
IOCTOBEPHOCTU J0Ka3aTe/lbCTB 4).



4. PeaOuauranmus

e PexkomeHpyeTcst 1151 naiyeHToB ¢ B® c BbIpa)keHHbIM 0OJI€BBIM
CMHAPOMOM ¥ CKJIOHHOCTU K TICMXO3MOILIMOHAIbHBIM PaCCTPOIICTBA
OKa3aHMe peryasipHol ICuxoaoruyecko momoinu [1,27, 55].

VpoBeHb YOeOUTETbHOCTM peKoMeHIanuu - B (ypoBeHb
JOCTOBEPHOCTM JOKa3aTeJIbCTB 3).



5. IIpodpuaaxkruka

ITayuenmst ¢ B® Hyxmdaromcss 8 NOCMOSAHHOM KOHMPOJE COCMOSHUS
pPAsIuU4HbIX  CUCMeM O0p2aHo8 U HabawdeHuu epaueti pasHol
cneyuanvHocmeti. IlpumepHuili niad obcredosaqust nayueHmos ¢ 6@
npugedend 8 Ilpunoxernuu I'5, HO 8 cpokUu U 00BEM UCCIE008AHULTI
Jleuawum 8pauom mozym Obvlmb 6HeCeHbl KOPPEKMuevl C yuemom
ocobeHHOCMell meueHus 3a601e8aHUs Y KOHKPEMHO020 hayueHma.

e PeroMeHAyeTCsl 1OC/Ie YCTAHOBJEHUs OMarHosa mnauyueHTy ¢ bBd
WM ero oUUMAIbHBIM TIPEICTaBUTENSIM, KOHCY/IbTalMs Bpaya-
reHeTHKa C LIeJIbI0 pacyeTa TeHeTUUeCKOTO PUCKA B ceMbe, aHaIm3a
POIOCJIOBHOM U OOCY)KHEHMSI BO3MOXKHOCTEl IpeHaTaabHOA
ouarHoctuku [28, 56].

YpoBeHb ybOeauTenbHOCTM peKomeHpaiuu - C  (ypoBeHb
IOCTOBEPHOCTHU 1OKA3aTe/IbCTB 4).

KommeHTapumu: 'eMU3UTOTHbIE MYXUMHBI UMEIOT €IUHCTBEHHYIO
MYTAHTHYIO0 X-XpOMOCOMY, YTO OIpeneaseT KIaCcCUUYeCKUi
dbeHoTum 60e3Hn. OHM MepealnT MYTAaHTHYIO XPOMOCOMY TOJIbKO
CBOMM [JlouepsiM, HO He CbIHOBBbSIM. TakuM 00Opa3oM mouepu
601bHBIX BD OTIIOB MMEIOT OJHY HOPMAaJIbHYIO ¥ OJHY MYTaHTHYIO
XPOMOCOMY, T.e. SIBJISIFOTCSI TeTEPO3UTOTaMU. B OTInMYnNM OT APyrux
X-CleIJIeHHbIX 3a00jeBaHMII ObUIO TIOKa3aHO, UYTO Yy YacCTu
reTepO3UTrOTHBIX YXEHIIMHbI ¢ myTanueit reHa GLA pasBuBaroTcs
TsDKeJible MposiBieHus1 B®, Tpebyloiiie MeIUIIMHCKOI MOMOIIU U
BMelllaTelbCTBAa.  MexaHM3M,  IIOCPeACTBOM  KOTOpPOro y
reTepO3UTOTHBIX JKEHIIMH Pa3BUBAIOTCS  >KU3HEYrpoKarolue
CMMIITOMbI, He OO0 KOHIIA M3BecTeH. Y OOJBIIMHCTBA M3 HUX
MMeEEeTCS IIOYTM HOPMaJbHbI/i  YPOBEHb  LMPKYIUPYIOILIETO
(depmeHTa 3a CUeT TOro, YTO CAy4aiiHbIl MPOIlecC MHAKTUBaLUM X-
XPOMOCOMBI  (JIaliOHM3alusI) TIPUBOAUT K O0OOpa3soBaHMIO KakK
IedULUTHBIX, TAK ¥ HOPMAJTbHbIX KJIE€TOK.

YunThiBasi TUI HaclegoBaHMSI OaHHOro 3abomeBaHus (X-
CIIeIIJIEHHbIN) IS KayKI0J TToceayioliei 6epeMeHHOCTH

® Y SKeHIIMHbI-HOCUTEJIbHUIIBI MYTallMM PUCK POXKIEHMS OOJbHOTO
MaJibuMKa  cocTtaBiasgeT 50%, pUCK  poOXIEeHUS ~ 1eBOYKMU-
HOCUTeIbHUIIBI MyTaluu — 50%;



® V MYXXUMHBI-HOCUTEJISI MYTallMM PUCK POXIEHUS [TeBOUYKMU-
HOCUTeNbHULILI MyTaluu — 100%.

B cembsix, rme ecTb IalMEeHTbl C YCTAHOBJIEHHON MyTaluen,
CylLIeCTByeT BO3MOXHOCTb IPOBefeHMUs MPEeUMIUIAaHTALMOHHON U
[IpeHaTAJIbHOM  AMArHoCTuku. IIpeHaTanbHas  AMArHOCTUKA
BO3MOXHA ITyTeM M3MepeHnss akTUBHOCTU AT'AJI B KjleTKax BOPCUH
XOpMOHA, a TaKXKe MeTodamMu IIpsIMoM wuam KocBeHHOM [IHK-
IVIaTHOCTUKU [IJ1S1 CeMeil C M3BeCTHbIM FeHOTUIIOM.

e PekomeHAayeTcs Y MalyeHToB ¢ b® a1 npoduaakTUKY MHCYIbTa
IJINTeNbHAs Tepanus aueTWICUIUUMWIOBON KUCIOTOM, Ipexnae
BCEro Ipy HAAUYUM TOMOTHUTENIbHBIX (DAKTOPOB puUcKa (IMOXKUIION
BO3pacT, TpaH3UTOpHAs MIlIeMMYecKasi aTraka B aHaMHe3e,
apTepuasibHas TUIIEPTOHMS, apUTMuUM) [36, 43, 57].

YpoBeHb ybenuTenbHOCTM pekomeHpanuu - C  (YpoBeHb
IOCTOBEPHOCTHU OKA3aTe/IbCTB 4).

Opranmsanyusi OKa3aHUA
MeIUIIVMTHCKOM IOMOIIM

[lokaszaHusgd i TJIAHOBOWM TOCIUTAIU3ALUUM B MeOULIMHCKYIO
OpraHM3alLuIo:;

e [IpoBemenne IMarHOCTUKU " JeueHus, TpeobyoIye
KPYIJIOCYTOUHOI'O MeIUIIMHCKOTO HaO/IIooeH S ;

e CoctosiHue, Tpebylolllee aKTMBHOTO JIEUeHUSI U KPYIJIOCYTOYHOI'O
MeIUIIMHCKOTO HaOIIoneHNS;

e CocrossHMe, TpeOylolllee TPOBENEeHUSI BbICOKOTEXHOJIOTUUHBIX
METOHOOB JieueHMsI (B TOM UMC/Ie TPAHCIVIAHTAIMSI OPraHOB,
VIMIUTQHTALAS BOJIMTEJIS pUTMa, KapayuoBepTepa-
nedpubpuansaTopa);

e OTcyTcTBME BO3MOKHOCTM obecrneueHusi ®3T B aMOy/laTOPHBIX U
CTallMOHapO3aMeIaloIInX YCIOBUSX;

e Heo6XomyMMoOCTb IPOBeOEHMS] Pa3IMUHBIX BUIOB IKCIIEPTU3 WIN
obcemoBaHMsI B MeAUIIMHCKOM OpraHu3alyy IIpy HEBO3MOKHOCTH
MpoBeleHnsT MX B aMOy/JIaTOPHBIX YCJIOBUSIX, TPeOYIOMINX
IMHAMMUYecKoro HabmiogeHuss (B TOM umcie odopMieHue
3aKIIoUeHnsT GenepaabHOTO KOHCHMIMYMA).

[TokaszaHusi K SKCTPEHHOIZ rocnmTtaamn3anmm B MEOUMIMHCKYIO
OpPraHM3alNIo0:



Octpbie 3aboneBaHMs, OOOCTpeHMSI XPOHUUECKUX OoJie3Hel,
OTpaBJIeHMSI M TpaBMbl, COCTOSIHMSI, TpeOyioIie WHTeHCUBHOI
TepanuuM U T[epeBola B peaHMMAlMOHHble OTHENeHUS WU
OTHeJeHUs]T MHTEHCUBHOV Tepanmuyu (B TOM YMCIe TOOOUYHBIE
peaxkiuy, IPOUCXOsiliiee WIM BO BpeMsl MHQPY3UM UM B TeueHUe
nHs nposBeneHus MHQysum O3T u gpyrue yrpoxaroumme >KU3HU
OCTpble COCTOSIHMSI), @ TakKke KPYIIOCYTOUHOTO MeIUIIMHCKOTO
HaOJ0leHU U TIPOBeleHUs CIlelalbHbIX BUI0B 00CIeIOBaHUS U
JleyeHus.

IToka3aHus K BbIIIMUCKE [manyeHTa mn3 MQILI/ILU/IHCKOI?I OpraHM3alNN:

OTCcyTCTBME YTPO3bI KU3HU MTALIVEHTA;

OTcyTcTBME  YIpo3bl  pa3BUTUSI  OCIOKHEHMI, TpeOyounx
HEOTJIOKHOTO JIeYeHU S,

Crabmimusanysi COCTOSIHUSI M OCHOBHBIX KJIMHUKO-71a60PaTOPHBIX
rokasaTejeil  IMaTOJOTMYEeCKOro  IIpolecca TI[0  OCHOBHOMY
3a00J1eBaHNIO;

OTcyTcTBME HeOOXOOMMOCTM B IIOCTOSHHOM BpayeOHOM U
KPYIJIOCyTOUHOM MEIUILIMHCKOM HaOMI0leHUu TI0 OCHOBHOMY
3a00JIeBaHUIO;

HeobxomuMocTu mepeBoia TMalMeHTa B APYTyl0 OOIbHUIY WU
yupexxeHue ColaabHOro obecrneyeHust



6. lonmomHuTenbHasa mHopmanms,
BIMSIONIASI HA TeUEeHMEe U MCXO[
3a00/IeBaHUS

e PexomeHpayeTcsi TIIpoBeleHME CEeMeMHOIO0 CKPUHMHIrA IS
POLCTBEHHMKOB IMalyeHTOB ¢ b®d (mpoBefgeHMne reHeTUYeCKUX
MUCCIeNOBAaHMIT) C 1[eJbl0 AMAarHOCTMKM b® Ha paHHel craguu
6omne3nu [28].

VpoBeHb YOeaAUTEIbHOCTM peKoMeHanmum - B (ypoBeHb
IOCTOBEPHOCTH J0Ka3aTelbCTB 4).

e PexomeHAyeTCsl [IpOBeNeHMs CKPMHMHIA TPYII BBICOKOTO pUCKa
(paHHMeE VHCYJIbTHI, IoYyeyHas HeIOCTaTOYHOCTD,
runeprpobuyeckass KapAMOMMONATHUSI) C LeAbl0  BbISBIEHUS
rnauyeHTosB ¢ bO [7,12,18].

VpoBeHb YOeaAUTEIbHOCTM peKoMeHaanmum - B (ypoBeHb
JOCTOBEPHOCTH J0Ka3aTelabCTB 4).



Kpurepumn orieHKM KayecTBa
MeIUIIMTHCKOM IMOMOIIM

Kputepumn kauecrBa

OueHka
BbINOJIHEHUS

MpoBeneHo onpegeneHne akTMBHOCTM AFAJ1 B nNATHaX KpoBM,
BbICYLLUEHHbIX Ha (uUNbTpOBanbHOW Hymare wunuM B nerkoumTax
KpOBM BCEM MauMeHTaM MYXCKOro nona (B TOM 4ucCne M Ha
OOK/IMHUYECKOWN CTaauun) AN NOATBEPXAEHUS AMAarHo3a

HOa/net

MpoBeaeHO BCEM NauMeHTaM C KIMHWMYECKOW KapTuHOW Bd-
onpegeneHne KoHUeHTpaumn rnobotpmnaosnnceuHrosnHa (Lyso-
GB3) B nsTHax BbICYLWWEHHON KPOBW WAW nNnasMe KpoBWU ANs
6MOXMMMYECKOrO  MOATBEPXAEHUS  AMarHosa n  nepeg
Ha3HayeHneM hepMeHTHOM 3aMeCTUTENbHOM Tepanuun

Oa/net

MpoBeaeHO MONEKyNSpHO-reHeTUYeCcKoro WUCCnefoBaHus Ans
BCEX MaLMEHTOB CO CHMXEHHOW aKTUBHOCTbIO hepMeHTa ATAJT n
AN UL KEHCKOro nofia npu KJIAMHUYECKOM MoAo3peHun Ha bBO
W NpuM HannMyum poOACTBEHHMKOB C B® B poaocCnoBHON:
BbisiB/ieHMe MyTaumn B reHe GLA, koaupytowem AFAN ans
NOATBEPXAEHUA AMarHo3a Ha MOJIeKYyNspHO-reHeTU4YeckoM
YPOBHE Y MYXUYMH CO CHMXEHHOM aKTUBHOCTbIO hepMeHTa 1 AN
XKEHLWMH C KIMHWYECKUMU Npu3HaKamMm BO nnm poacTBEHHUKOB
npobaHAa No MaTEPUHCKON NNHUMU

Oa/net

Ha3zHaueHa depMeHTHas  3aMecTuTenbHas  Tepanuu [¢
npMMeHeHneM arancmpasbl 6eta B po3e 1 Mr/kr  wam
arancugasbl anba B pose 0,2 Mr/kr  naumeHtaMm C
yCTaHOBJIEHHbIM AnarHo3om b® B Buae B/B MHPY3mMn 1 pas B 2
Henenwn (NpU HaANMYMKN NOKa3aHUn)

Oa/net

[MpoBeneHa KOHCYynbTauus Bpa4da-reHeTunka Aana CEMbMU
rnauymeHTa C YCTaHOBMEHHbIM AnarHo3om b®

Oa/net

MpoBeaeHa KOHCynbTauMsa-Bpada-neamatpa C yCTaHOBJIEHHbIM
anarHosom bB® ecnu oHn He NpoBOAMNOCH B NpellecTsyowme 6
Mecsues

Oa/net

lMpoBeaeHa KOHCyNbTauMs Bpada-TepaneBTa Ans NauMeHTa
CTapwe 18 neT C yCTaHOBMEHHbIM AnarHo3om bB® ecnu oHM He
NpoBOAMIOCH B MpeALllecTByoWwme 6 MmecsiLes

Oa/net

MNMpoBeaeHa KOHCyNbTauus-Bpava-kapauonora Ans nauueHta ¢
YyCT@HOBJIEHHbIM AnarHo3oMm b® ecnn oHW He NpOBOAMNIOCH B
npeawecrseylowme 6 mecaues

Oa/net

MpoBeaeHo axokapanorpadus npn nepeuYHOM obcnesoBaHuUn m
panee He pexe 1 pasa B 12 Mecsaues

Oa/HeTt

10.

MpoBeneHo 3KIr (12-kaHanbHasg) npu NnepBUYHOM
obcnepoBaHnn n panee He pexe 1 pasa B 12 mecsaues

Oa/net

11.

MpoBeaeHO XONTEpPOBCKOE MOHUTOPUMPOBAHME MpPU MEPBUYHOM
obcnenoBaHmMn n ganee He pexe 1 pasa B 12 mMecsiueB

Oa/net

12.

MposegeHo MPT cepgua (npu nepBuYyHOM ob6cCnefoBaHUKU U
hanee He pexe 1 pasa B 12 MecsaueB) AN CBOEBPEMEHHOr0
BbISIBNIEHUS U/WIM MOHUTOPUHIa KapAMONOrMYECKNX U3MEHEHUI

Oa/net

13.

lMpoBeaeHo MPT  ronosHoro Mo3ra npu nepBMYyHOM
obcneaosaHun M He pexe 1 pasa B rog B cnydae, ecnu
n3MeHeHns 6binn BbisiBNEHbl A0 Havyana ®3T unm He pexe 1
pasa B 36 MecsiueB, eCnM M3MeHeHWUs 6blnn BbiBNEHbl Nnocne
Hayana O3T

Oa/net

14.

MpoBeaeHoO nccnenoBaHUs ypoBHS 6enka B MOYe U M3MEpeHue
pacyeTHoi ¢opmynbl CKO npwu nepBuyHOM obcrepoBaHun wm
panee He pexe 1 pasa B 6 MecsueB

Oa/net

15.

[MpoBeaeHsbl nabopaTtopHbie nccnenosaHus cornacHo
KIIMHWYECKMM peKoMeHAauusaMm no BegeHuto nauymeHtos ¢ XIMH
npu Hannuumu y naumeHta ¢ BO® npusHakoB NoOpaxeHUs noyek,
eCc/in He NpoBOAMNOCHL B NocnegHme 6 Mmecsaues

HOa/net




OueHka

Neo Kputepumn kauecrtBa
BbIMNOJIHEHUA
16 MpoBeneH ocMoTp Bpada-odTanbMonora c uccnegosaHneMm | Ha/Het
. rmasHoro JAHa npwu nepBuYHOM o0b6CnefoBaHMM W €CNn  He
NpoBOAMIIOCL NocneaHue 3 roga
17 MNpoBeaeHa ayavomeTpus (A4Ns nNaumeHToB cTapwe 5 net) npu | Oa/HeTt

nepBnMYHoM obcnenoBaHMM U €ClM He MPOBOAMIIOCHE nocneaHue
3 roga
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IIpunokenmne A2. Metomosmorus
pa3spadOTKMU KIMHUUYECKUX
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[lIkasbl OLIEHKM YPOBHEN ITOCTOBEPHOCTU HoKaszarteabCTB (YII) u
OlleHKM YpPOBHei yoenuTenbHOCT pekomeHaaiinii (YYP) npuBeneHbl
B Tabimumax 1-3.

LeneBast ayauTopus JaHHBIX KIMHUYECKUX PEKOMEHAAITNIA:

. Bpaunu o61ueit Bpaue6HOI ITPaKTUKM (CeMeliHble Bpaul);
. Bpaun-nieguatpsi;
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. Bpaun-reHetuxu;

. Bpaun-yiabopaTopHble TeHETUKMA;

. Bpaun-nedpomnoru;
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. Bpaun-HeBpoiioru;

O 00 1 ON Ul » W DN =

—_
o

. Bpaun-racrposHrepoJioru;

—
—

. Bpaun-sHI0CKOIINCTHI;

—
N

. Bpauu-penrrenosnoru;

—_
[0\

. Bpaun-gepmaTtoBeHepoJIOry;

—
I

. Bpaun-odranbmonoru;
. Bpaun ¢yHKIIMOHANbHOM IMAarHOCTUKMN;
. Bpaun-nicuxuartpsi;

—_ =
N O\ L

. Me,ELI/II_[I/IHCKI/Ie IICMXOJIOI'U;

—
oo

. CtyneHThl MeIUILIMHCKMX BY30B;

—
O

. O6yuamiyecs B OpaAMHATYpe U MHTEePHATYype

IIpunoxkenme 1. IlIkana OLEHKM YpPOBHEN  1OCTOBEPHOCTU
nmokasatenbCTB (Y/) mjig MeTOmOB OUMArHOCTUKU (OUMArHOCTUYECKUX
BMelIaTeIbCTB)

yaa PacwuundpoBka

1 CucrtemaTtnyeckme o0630pbl MCCNEAOBaHUA C KOHTpPONeM pedepeHCHbIM MEeToAOM Wn
cuctemaTmyeckuii  063op  paHAOMU3MPOBAHHbBIX — KJIMHWUYECKMX  UCCNefoBaHWMn  C
npuMeHeHWeM MeTa-aHanm3a




2 OTaenbHble WCCNefoBaHWUA C  KOHTposeM pedepeHCHbIM MeTOAOM WM  OTAENbHble
paHAOMM3MPOBAHHbIE  KJIMHUYECKME WUCCNefoBaHUs W cucTeMaTudeckne  0630pbl
nccnefoBaHuii Nto6oro AmsaiHa, 3a UCK/IOYEHUMEM PaHAOMM3UPOBAHHbLIX KIMHUYECKMX
nccnefoBaHuii, C NPUMEHEHWEM MeTa-aHaau3a

3 WccnepoBaHns 6e3 nocnenoBaTenbHOro KOHTPONA pquEPEHCHbIM MEeToa0oM  Unun
nccnenoBaHuna C perGDEHCHbIM MEeToAOoM, He gdBhdwoumMmMca He3aBUCUMbIM - OT
nccnegyemoro Metoga WM HepaHAOMU3UPOBaAHHbIE CpaBHUTENIbHblIE WUCCeAO0BaHUA, B
TOM 4YNCNe KOropTHble nccneaoBaHunAa

4 HecpaBHUTENbHbIE NCCNEAOBaHUA, ONUCaHUE KTIMHUYECKOro cry4vas

5 MmeeTcsa nuwb 060CHOBaHME MeXaHM3Ma AENCTBUS UM MHEHME 2KCNnepToB

IIpunoxkenmne 2. IlIkana OLEHKM YpPOBHEN  1OCTOBEPHOCTU
nokasatenbcTB (YII) nias MeTOZOB NpPOMUIAKTUKM, JIeUeHUS U
peabunuTanuy (MpoUIAKTUIECKUX, JIeYeOHbBIX, PeadMIMTALIMMOHHbBIX
BMeIllaTe/IbCTB)

yaa PacwuundpoBka

1 CuctemaTtnyeckuit 063op PKU c npumeHeHnem mMeTa-aHanmsa

2 OtpenbHble PKW u cucrtematmyeckme o0630pbl MccnepoBaHuid nwboro ausanHa, 3a
ucknoyeHmem PKU, ¢ npumeHeHneMm meTa-aHanusa

3 HepaHAOMU3MpOBaHHbIE CpaBHUTE/IbHbIE UCCIEA0BaHUSA, B T.4. KOrOPTHbIE UCC/1ef0BaHUs

4 HecpaBHUTenbHbIE UCCNefOBaHUS, ONUCAHUE KITMHWUYECKOrO Criydasl Win Cepumn criyyaes,
nccneaoBaHmAa «Cnydan-KoHTpOb>»>

5 NMeeTca nuwb 060CHOBaHWE MexaHW3Ma [AeNCTBUS BMellaTenbCTBa (4OKIMHMYECKMe
nccnefoBaHus) UKW MHEHWE SKCMepToB

Ilpunoxxenue 3. Ilkana OLEHKM YpOBHeNl yb6enuTenbHOCTU
pekomeHgauuit (YYP) misi metogoB NpoUIAKTUKM, OUArHOCTUKMU,
neyeHUs U peabunurtauyy (MpPOoPUIAKTUIECKUX, TUATHOCTUUECKUX,
neye6GHbIX, peabMIUTALMOHHBIX BMEIIaTe/IbCTB)

YyP PacwuundpoBka

A CunbHas pekoMeHaauusi (BCe paccMaTpuBaemble KpuTepun 3ddeKTUBHOCTU
(Mcxopbl) SIBAAIOTCA  BaXkKHbIMW, BCE WCCNEeAOBaHUS  MMEKT BbICOKOE UK
YAOBNETBOPUTENIbBHOE METOA0/IOMMYECKOE KauecTBO, X BbIBOAbI MO MHTEPECYOLWNM
MCXoAaM SIBASIKOTCS COrNacoBaHHbIMM)

B YcnoBHaa pekoMeHpaums (He BCe paccMaTpuBaeMble Kputepumn 3PpheKTUBHOCTU
(ncxopbl) ABNSIIOTCA  BaXXHbIMW, He BCE WCC/e40BaHWS WMMEKT BbICOKOE WK
YOOBNETBOPUTENBHOE  METOAO0NOMMYEecKkoe KayecTBo W/MAM  UX  BbIBOAblI MO
MHTEPECYOLWNM UCX0AaM He SABJIAITCS COr/laCoBaHHbIMM)

C Cnabas pekoMeHaaums (OTCYTCTBME A0Ka3aTeNbCTB Haafexalero kayecrsa (Bce
paccMaTpuBaeMble KpuTepun 3DEKTUBHOCTU (MCXOAbl) ABASIOTCS HEBAXHbLIMU, BCE
NccnefoBaHns MMEeKT HU3Koe MEeTOAO0JSIorMYeckoe KavecTBO W WUX BbIBOAbI MO
MHTEPECYHOLUMM UCXOAaM He SIBASIOTCS COrnacoBaHHbIMMU)

ITopsimoK OOHOBIEHMS KIMHUYECKUX PeKOMeHJaIMii.

MexaHN3M OOHOBJIEHUA KJIMHUYECKNX peKoMeHIal i
rpeaycMaTpMBaeT UX CUCTEMATUUECKYI0 aKTyalau3aluio — He pexke
yeM OJVH pa3 B TP roga, a Takxke IIPU MOSBJI€HMUM HOBBIX JAHHBIX C



MO3ULMM [0Ka3aTe/lbHOM MeAUIMHBI II0 BONpPOCaM OUarHOCTUKMU,
neyeHus,  TpoPUIAKTUKM U peabWIUTAlMM  KOHKPETHBIX
3a00jieBaHMii, HaJIM4YMUM OOOCHOBAHHBIX IOIIOJHEHMII/3aMeuaHmnii K
paHee yTBepXkaeHHbIM KP, HO He yaiiie 1 pasa B 6 MmecsleB.



IIpunoxeuue A3. CBsI3aHHBIE
OOKYMEHTBI

1. [Tpuxka3 MuHucTepcTBa 3ApaBooxpaHeHuss PO "O6 yTBepskaeHUMU
Ilopsigka oOKasaHMS  MEOMIIMHCKOI  TMOMOIM  OOJbHBIM  C
BPOKIEHHBIMM U (MJIM) HacCAeICTBEHHbIMM 3abojeBaHMsIMU" OT 15
HOs16pst 2012 1. N 917H).

2. KinimHuuyeckue peKoMeHOalumn «['uneprpodnueckas
kapauomuoniatusi»  ID:  KP283,  (http://cr.rosminzdrav.ru/)
(http://cr.rosminzdrav.ru/)

3. MeToauyeckoe pyKOBOACTBO «TpaHCIuiaHTauus nmouku» ID: MP34 (
(http://cr.rosminzdrav.ru/)http://cr.rosminzdrav.ru/)
(http://cr.rosminzdrav.ru/)


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

BeoeHUd MalVieHTa

MpruaHakK BP y nauredTa van bBO y
POACTBEHHUKOB

NaBopaTopHas WarHocTMKa

Oudd. LWarHOCTHES C

ApyrimK
3aboneBaHHAMM

OuarHos
MogTEERHOEH P

MmewTca HET MOoHUTORWUHT

NoHEs3aEHWMA K COCTOAHWMA NauMeHTa

©3T?

Tepanua
3DOERTUBHE

@3T

PaccmoTpeH MA BOSMOMHH OCTE [
ApYTHX METOLOE JEYEH WA (B
TOM YHCE TREHCMAZHTEL WA

OpraHoE )
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ITpunoskenue B. Undopmanmsa nisa
IanyieHTOB

Bonesup ®abpu (BP) mam 6GonesHb AHuaepcoHa-Pabpu - peaxoe
Hac/IeICTBEHHOe 3a0ojieBaHMe, KOTOPOe OTHOCUTCSI K JIM30COMHBIM
00J1e3HSIM HAKOILJIEHMSI.

KnyuHanueckue nposiBjieHust

[Tpu 60nme3uM ®abpy CTpafaloOT IMPaKTUIECKIME BCe CUCTEMbI OPTaHOB.
Y MHOIMX HaO6/MI0[al0TCsl HelipornaTtuuecKkasi 060ib (Kryume Oo0iu B
KUCTSIX M CTOIlaX, YCWIMBAKWIIMECS B JKApKyK II0oromy, IIpu
dusnyeckoii Harpyske), KOKHbIe IIPOSIBJIeHUSI (QHTMOKepaTOMBbI),
HapylleHue IIOTOOTAe/leHus  (TUI0-, aHTUAPO3), MOpakeHue
nepudepuyeckoil M IeHTPaJbHOV HEPBHON CUCTEMbl (MHCY/bT),
IOYeK, cepaua, opraHa 3peHus (BUXpeBUOHASA KepaTomaTus),
JKeTyLOYHO-KUIIIEeYHOr'0 TPaKTa.

[Tpu xkmaccuyeckoit dopme 3abojeBaHMe HauumHaeTcs B 4-12 jieT u
XapaKTepU3yeTcsl IepPUOgUYECKMMU OONSIMU IMTPEUMYIIECTBEHHO B
KUCTSIX U CTOIAaxX, MHOTAA 60/Ib JTOKAIMU3YyeTCsl B )KMBOTE U IIPUCTYTIbI
HAllOMMHAKT allleHAUIIUT. Bonu yCuamBawTCS IIPU TMOBBILMIEHUY
TeMIlepaTypbl Tena, GU3NUeCKUX HarpysKax, B >KapKyH U XOJIOIHYIO
norogy. bonmu Moryt mnporekaTh mo Tuily Kpu3oB. C BO3pacTom
60s1eBble KPM3bl OOBIYHO YMEHbIIIAIOTCS.

OmHMM M3 SIPKMX CUMMIITOMOB SIBJISIIOTCSI aHTMOKEpPAaTOMbBI, KOTOpPbIE
eCTb IIPaKTUYeCKy y BcexX MainyeHToB. [1o pasMepy 3TO HebosbINe, C
Oy/laBOUHYI0 TOJIOBKY, 00Opa3oBaHMS — KpacHOTO wWiu 6arpoBOro
1IBeTa, TJIOCKME MM MPUMIONHSATbIE Hal MOBEPXHOCTbIO Koxku. Yaile
BCEro TMOSIBJISIIOTCSI aHTMOKEpPaTOMbl B HIMKHEN YacTM >KUBOTA,
pacIpoCcTpaHssiCb Ha JpyruMe ydacTku Tena. OHM He TPUUMHSIOT
ocoboro OecriokoiicTBA — TOJBKO €CAM He 3aTparuBaioT BCIO
TIOBEPXHOCTH TeJIa.

[TlopaxkeHue T1ouek Iipu B® HabmomaeTcsl IMpaKTUUECKM Y BceX
MYXYMH M Yy MHOTMX XXeHIUH 1ocie 40 JjeT, 4yTo IPUBOOUT K
MOYEYHOJ HEeJOCTATOUHOCTY U TpebyeT MpoBeeH e reMoaan3a.

Y MHOrMX TIIallMEHTOB C BO3pPacTOM pa3BUBAeTCsl TrumnepTpodus
MMOKapa, KaTapakTa 1 HapylleHue cryxa.



CXO,I[HbIQ crydyan 3a00JieBaHMii B ceMbe, IMouyeyHada HeaJOCTaTOYHOCTD,
paHHME WMHCYJIbTbI, JIMXOpadKa HEACHOI'O I'eHe3a, 6o B JKUBOTeE,
KUCTSAX U CTOIIAX,

IIpyumHbI 001e3HU Padpu

Bosne3Hb o6ycwIoBeHa MyTalusiMu B reHe GLA, KOTOpbBIVi KOOVpYeT
dbepmeHT a-ramakro3nugasy A (A-TAJI A). OToT ¢pepMeHT y4yacTBYeT B
peakiusix paciieryieHus: 0COObIX >XMPOB- MIMKOCHUHTONIUIIMIOB. B
pes3y/ibTaTe HeJOCTAaTOYHOCTU (pepMeHTa MPOUCXOOUT HAKOIIJIeHUe -
TJIMKOCOUHTOMUNNUIOB B Pa3/IMUHBIX OpraHaX M TKaHSX.

l'en GLA pacriofioskeH Ha X-XpoMocoMe ¥ 3abojieBaHue umeeT X-
CLIeTJIEHHBIN TUIT Hac/iegoBaHMs. HO B OTIMYMM OT MHOTUX OPYTUX X-
CLIEIUVIEHHBIX pelecCMBHbIX 3aboneBanmii, 60-70% >KeHIIMH -
reTepO3UTrOTHBIX HOCUTEIbHUI, MMEKT KIMHUYECKMe IIPOSIBJIeHMS,
IIpUYeM MHOTITA TaKMe Ke TsDKeJlble, KaK M 'y O0JIbHBIX MY>KUMH.

Ionroe Bpems cuuTtanaoch, uTo b® oueHb penkoe 3aboseBaHMe, HO
CKPMHMHTOBOEe MucciefoBanne B UrTanuu I10Ka3aJio yAUBUTEIbHO
BBICOKYIO YaCTOTY 3TO¥ 60se3HM: 1:3100 HOBOPOKIEHHBIX MATbUMKOB
yMeJIM HU3KYK aKTMBHOCTb A-TAJI A m myrauum B reHe GLA.
[losToOMy BO3MOXKHO, YTO MHOTMe ciaydyau 3abojieBaHMUSI TaK WU
OCTAIOTCS HE AMArHOCTUPOBAHHBIMMU.

Yrobbl BbIIBUTH B®, BO MHOrMX CTpaHax, B TOM uucie B Poccumu,
obcenyioT MaleHTOB u3 OTIeJIeHNUI reMoamasinsa,
HEeBPOJIOTMYECKUX U KapAMOJIOTUUYeCKIUX CTallMOHAPOB.

Kak ycraHaB/IMBalOT AMarHo3

BpaqM Ha OCHOBAaHUM KIMHUYECKMX CHUMIITOMOB MOIYT
3aII0JO3PUTDb 60/1e3Hb. 3aTeM IIPOBOAATCA na6opaToprIe TeCTbl U
MHCTPYMEHTAJIbHOE MCC/iedJOBaHNe.

TouHBII [OMarHO3 MOXHO YCTaHOBUTDH, WU3MEPUB aAKTUBHOCTD
dbepmeHTa, WM OIpeAenuB KOHIEHTpAIMIO JU30CPUHTOAUMNMUAA -
lysoGb3 B kpoBu. [IJIsI 3TOro JOCTAaTOUYHO COOpaTh KPOBb Ha KAPTOUKY-
bunabTp U3 manablia MAM U3 BeHbl. Takue KapTOUuKM eCThb B JI0OOI
MeIMKO-TeHeTUUECKO KOHCY/IbTALU U B MOJUKIMHIKE.

TouHbIN IMarHo3 BaykeH TSI MEeIMKO-TeHeTUUYECKOI'O
KOHCYJIbTHMPOBAHMSI, IIpPeHaTaJbHOM OMArHOCTUKM 3aboyieBaHMS,
YCTaHOBJIEHMSI HOCUTEIbCTBA.

JIeueHUeE



Inst B® paspaboraH 3¢PeKTUBHBINA MeTO[, jeueHnus: — pepMeHTHasI -
3aMmectutenbHasas Tepanusa (P3T), MO3TOMY paHHSAS [OMATHOCTUKA
3aboeBaHMs uMeeT OoOjbIIOe IIpakTuyeckoe 3HaueHme. K
COKaJIEHMIO, YaCTh CJIy4aeB AMArHOCTUPYETCS Ha ITO3OHUX CTAIMUSIX
0071€3HM, UTO He [aeT BO3MOKHOCTb TIOJYYUTb 3HAUUTEIbHbIN
apdpext ®3T. OmnHako, Ha a000I craguu Oone3Hu Havamo D3T
TIO3BOJISIET 3aMeJINTh IIPOTrPeCcCUpPOBAHME Y CMSITYUTh KIAMHUIECKIUE
CUMIITOMBI.

Ponap cembM M maleHTa

Ha nmnpumepe B® MOXHO MOKa3aThb BaXXHOCTb COCTABJIEHMUSI
POIOC/IOBHOM ¥ 00caemoBaHMsl POACTBEHHMKOB. CumTaeTcsi, UTO,
YCTAHOBMB [OMArHO3 Y OOHOTO IIallMeHTa, IIpu 00CaemoBaHUM
POJICTBEHHMKOB MOXHO HaiiTu emfe 5 OOJbHBIX Ha PasHbIX CTaAUSIX
60J1e3HM - OT MPAKTUYECKM 6€CCUMITTOMHOM 0 TSIKeO.

[TauyeHTsl ¢ B® MOryT MOMOYb CBOMM POSHBIM, IIPOCTO COOOIINUB MM
0O HeoOXOoAMMOCTM TPOMTM AMArHOCTUKY. Ecim amarHos Oyder
YCTAHOBJIEH PpaHO — [0 Havajla HeoOpaTUMbIX M3MeHEeHU
BHYTPEHHMX OpraHoB, JieueHue OymeT ropas3mo 3S¢dekTuBHEe.
Jleyamuin Bpau WM Bpay-TeHETUK He MMeeT IIpaBa pasmiallaTb
MeIUIIMHCKYI0 MHPOpMaIINio, II03TOMY CyAb0a POIHBIX — LI€IMKOM B
pPyKax CaMuX IalMeHTOB.

Pontbie OpaThsl U C€CTPbI, BCE POACTBEHHUKM 10 MAaTE€PUHCKOM TMHUMN
- Oanu, TeTU U JBOIOPOIHbIE OpaThsi M CEeCTPbl MO/KHBI OBITh
npouH@OpMMUpPOBaHbl O HEOOXOAMMOCTM TEeCTUPOBAHMS. B ceMbsix
00/e3Hb MOYKET TPOSIBASATHCS IIO-pa3sHOMY. Y MYKUMH YaCTbIM
owtoxkHeHMeM 1ocie 40 jeT sBsieTCs Mo4YeuyHasi HeIOCTaTOYHOCTb.
Ho B paHHeM BO3pacTe OCHOBHasl kajioba — 3TO aKpolapacTesuu,
aHTMOKepaToMbl. JKeHIIMH MOTyT OeCHOKOUTb 00jM, a MoYedyHas
HeJOCTAaTOYHOCTh BCTpeYaeTCss peXe U MOXKeT pa3BUBATbCS B
rnosgHeM Bo3pacrte. IIpoBefgeHue  MOJEKY/ISIPHO-TEHETUUYECKOTO
aHajM3a, HAIIpaBJIE€HHOrO Ha BbISIBJIEHME CeMeMHOM MyTalMu reHa
GLA nokasaHO ¢IeAyIlUM POACTBEHHMKAM IalleHTa:

711 mpo6aHaa My>KCKOTO I1oJIa:

1. maTb

2. pouepu

3. OpaThsl U CECTPHI

4. cBOIHBIe OpaThs 1 CECTPHI 110 MaTepU
5. mend Mo MaTepUHCKO JTUHUA

6. 6a0yIIKa 10 MaTePUHCKOM JTUHUN



7. 0eTtu mouepei
8. 6paTbst U cecTpbl MaTepu
9. mouepu OpaTheB
10. meTu cectep
11. mouepu MIeMSIHHUKOB
12. meTu mIeMsIHHUAL]
13. 1BOIOpOIHBIE OPATHS M CECTPHI II0 MATEPUHCKOM JTUHUN
14. moyepyu BHYKOB (TIPaBHYYKM) I10 JIMHUM J0depeit
15. meTu BHyYeK (IIpaBHYKM U ITPABHYYKM) 110 JIMHUU loUepeit

J7ist mpoGaHAa JKeHCKOro IoJia:

. MaTh
. OTeIl

. Ietn

. 6aby1ika 1o MaTepUHCKO TUMHUN

. Jenyuika 1o MaTepuHCKOM JIMHUMA

. 6abyIIIKa 110 OTIIOBCKO JIMHUA

. IedyliiKka 1o OTLIOBCKOM JTMHUM

. OpaThbs U cecTphl

. CBOOHBIE OpaThsl M CECTPHI 10 MATEPUHCKO JIMHUA

O 00 1 ON U1 v I DN =

.
o

. CBOOHbIE CECTPHI I10 OTILIOBCKOM JIMHUU

p—
p—

. BHYKM ¥ BHYYKU
. OpaThbs U ceCcTpbl MaTepu
. 6paThbs 1 cecTpsl OTLIA

. Jouepu OpaTheB

—_— = =
U1 A~ DN

. JeTu cecTep
. Jouepy BHYKOB (TIPaBHYYKMN)
. JeTy BHyYeK (IIpaBHYKY U IIPaBHYUYKN)

—_— =
co 3 O

. IBOIOPOJIHbIE OPaThsl ¥ CECTPhI IO IMHUM MaTepu

—_
O

. IBOIOPOJHBIE OpaThsl U CECTPHI 10 IMHUM OTIIa

[N}
o

. gouyepu mjieMaIHHNKOB

DN
[—Y

L JeTn IJIeMAIHHNI



IIpunoskenue I'.

IIpunoxxenmne I'l. Boipa’)keHHOCTb KIMHUYECKUX
nposisiieHun b@® B pasHOM Bo3pacre

Aetn Moppoctku B3pocnbie
AxkponapecTte3nu AkponapecTte3nun AxkponapecTte3nu
Bonb B KOHEYHOCTSX BoNb B KOHEYHOCTAX Bofb B KOHEYHOCTSX

MopaxeHuss xpyctanuka U | MopaxeHuss xpycTanuka U | [opaxeHus XxpycTanuka W
pOroBuLbI poroBuLbI pOroBuLbI

Nlnxopapka JNlnxopaaka Nlnxopaaka

Tennosas n xonogosad Tennosas n xonogoeasd TennoBas n xonopoea4d

HenepeHoCMMoCTb HernepeHocnMocCTb HenepeHoCnMoCTb
lMcuxocounanbHbie lMcmnxocounasnbHbie lMcuxocounanbHbie
NU3MEHeHuns U3MeHeHns NU3MEHEeHMUS
CHuXeHune cnyxa MpoTenHypus MpoTenHypusa
XKenyaoyHo-KuweyHble XKenyaoyHo-kueyHble
CUMMTOMbI CUMMTOMbI
AHrmokepaTombl AHrvMokepaToMmbl
YTOoMnaemocTb YTomMnsaemocTb
CHmxXeHue cnyxa MoyeyHaa HeAOCTAaTOYHOCTb

CepaeyHas He4OCTaTOUYHOCTb

WHcynbT

CHMXeHWe cnyxa M WyM B
ywax

Numdenema

Ilpumeuanue: y x#eHwjuH ¢ bD cumnmomovl Npos6ASIIOMCS NOo3xHe U
BbIPANHCEHHOCMb UX PA3NIUYHA

IIpunokenue I'2. InddepennuanbHass AMarHOCTUKA
o6one3nu ®adépu

Tvin HapyweHus AnarHos

AHrMokepaTnomsl MNeTexnanbHas CbiMnb, HacneacTBeHHas reMopparuyeckas
TeNaHrnmaKTasns Penato-Ocnepa-Bebepa, aHrvokepartomMa
doppaimica, aHrmokepartoMa Mubennn, orpaHuyeHHas

HeBUpOpMHas aHrnmokepatoma Tynosuwa, 6onesHb LWnHanepa,
¢yko3naos, raHrnno3naos, acrnapTaTriioKo3aMuHypus n
cnanupos.
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Bonesoli cMHapoM

[OvnabeTnyeckas U ankoronbHas 6oneeBass MNOJIMHEBpPONaTUS,
nopcdupuiiHas nosvHeBponaTus. peBMaToMAHbIN apTpwT,
peBMaTuyeckas mxopaaka, spuTpoMenanrusi, cuHapoma PenHo

MoyeyHas natonorus

XpOHMYECKUI NATEHTHbIN rnoMepyioHedpuUT, UHTEPCTULNAMBHBIN
HedbpuT

CepaeyHo-cocyancTas
cucTema

Kapavomeranus, aputMmnsa HEACHOIo reHesa

OdTanbMonornyeckne
HapyLeHus

JlekapcTBeHHble odTanbMonaTun (NpyM NMpUMEHEHUU XJI0POXUHOB,
aMmmopapoHa)

XKenyaouHo-KuweyHbIn

CVYHAPOM pa3apaxxeHHOro Kuie4vyHuka, 6o0n1e3Hb KpoHa

TpakKT.

IIpunoxenue I'3. Kpurepun HasHaueHuss ®@3T

bes MoyeyHble* CepaeyHble* LIHC* Bo.
npu3HaKkoB
"
CMMMNTOMOB
Knaccnyeckas Oebior B MUKpPOanbbyMUHypus - runeptpodus - NB6B Het
B®, MyXUuHBbI Bo3pacTe npoTenHypus Muokapga (MTC - TWMA / 60s
16 ner wu rnoyeyHas >12 MM) 6e3 WMHCYNbT -
cTapue HEeA0CTaTOYHOCTb (nnmn C - noteps Het
(Knacc (CK® 60-90) MWUHWManbHbIMU cnyxa C 60s
2B) - rnoyeyHas NpOSsiIBNIEHNSIMWN) Koppekuuen ycs
HeAOCTaTO4YHOCTb dunbposa no KOt
(CK® 45-60) - nMpuU3HaKu BO3pacTy 60J
HapyLleHus (He
cepaeyvHoro ex
puTMa aK1
Heknaccnueckas - - runeptpodus - NBB -
B®, MyXUuHBbI MUKPOanbbyMunHypus Muokapaa (MTC - TWUA / Hel
-NpOTEeNHypus >12 MM) 6e3 WMHCYNbT 60J
- noyeyHas (nnu C - norteps -
HEeA0CTaTOYHOCTb MWUHUMaNbHbIMU cnyxa C Hel
(CK® 60-90) NpOsiIBIEHNSMN) Koppekuunen 60s
- rnoyeyHas ¢dunbposa no ycs
HEeA0CTaTOYHOCTb - npu3HaKu BO3pacTy KO}
(CK® 45-60) HapyLeHuns 60)
cepAeYHoro (He
puTMa ex
aKl
Knaccnyeckas - - runeptpodus - NGB -
B®, XeHLWnHbI MUKPOanbbyMnHypus Muokapaa (MTC (Knacc 2B) Hel
(Knacc 2B) >12 MM) 6e3 - THA / 60;
-npoTenHypums (Knacc (nnmn c WHCYNbT -
2B) MUHUManbHbIMU (Knacc 2A) Hel
- noyeyHas NpOoSIB/IEHNAMMN) - norteps 60J
HEeA0CTaTOYHOCTb ¢dnbpo3a cnyxa c ycs
(CK® 60-90) (Knacc (Knacc I) KoppeKkumen KOt
2A - NpU3HaKu rno Bo3pacTy 60)
- rnoyeyHas HapyLlweHus (Knacc 2B) (He
HEeA0CTaTOYHOCTb cepaeyvHoro ex
(CK® 45-60) (Knacc putMa (Knacc aKi
2B) I (Ks
Heknaccunueckas - - runeptpodus - N6B -
B®, KeHLWMHbI MUKpPOanbbyMuHypus Muokapga (MTC - THA / Hel
-NpoOTENHYpPUSA >12 MM) 6e3 MHCYNbT 60J
- rnoyeyHas (nnu C - norteps -
HEeA0CTaTOYHOCTb MWUHWMasnbHbIMU cnyxa C Het
(CK® 60-90) NpOsiIBNEHNSAMN) Koppekuuen 60s
- noyeyHas ¢dunbposa no ycs
HeA0CTaTOYHOCTb - NpU3HaKu BO3pacTy KOt
(CK® 45-60) HapyLleHus 60s
cepAeyHoro (He
puTMa ex
aki




Bes MoyueyHble* CepaeyHble* LIHC* Bo.
NpU3HaKoB
"
CYMMNTOMOB
Knaccuyeckas OeboT B - - runeptpodus - NB6B -
B®, MyXUUHBbI BO3pacTe MukpoanbbyMnHypus Muokapaa (MTC - THA / Hel
16 ner wu -NpOTENHYPUS >12 MM) 6e3 WMHCYNbT 60.
CcTapuwe - noye4yHas (nnu C - noreps -
HeA0CTaTOYHOCTb MWUHWManbHbIMU cnyxa C Hel
(CK® 60-90) nposiBNeHNAMN) KoppeKumen 60.
- noyeyHas dunbposa no yc
HEeA0CTaTOYHOCTb - npu3HaKu BO3pacTy Kol
(CK® 45-60) HapyLleHus 60.
cepAeyHoro (He
puTMa ex
aK
Heknaccnueckas - MUKpoasib - rMnepTpo - NB6B -
B®, MyXUuHBbI 6yMuHYpus dna Mumokapaa - TWMA / Hel
-NpoTenH (MTC >12 wmm) WMHCYNbT 60.
ypus 6es (wm ¢ - norteps -
- noyeyHas MWUHWManbHbIMU cnyxa ¢ Hel
HeA0CTaTOYHOCTb NpOsiBIEHNSAMMN) Koppekuuen 60.
(CK® 60-90) dunbposa no yc
- noye4yHas - NpU3HaKu BO3pacTy Kol
HEeAO0CTaTOYHOCTb HapyLweHus 60.
(CK® 45-60) cepae4Horo (He
putMa ex
aK
Knaccuyeckas - - runeptpodus - BB -
B®, >KeHLWMHbI MUKpPOanbbyMUHypus Muokapaa (MTC - TWUA / Hel
-NpoTENHYPUSA - >12 MM) 6e3 MHCYNbT 6o0.
rnoyeyHas (nnn C - noteps -
HEeA0CTaTOUYHOCTb MUHUMaNbHbIMK cnyxa C Hel
(CK® 60-90) NpoOsiBIEHNSAMN) Koppekuuen 60.
- noyeyHas bnbpo3za no yC
HeA0CTaTO4YHOCTb - NpU3HaKu BO3pacTy Kol
(CK® 45-60) HapyLleHus 60.
cepaeyHoro (He
puTMa ex
aK
Heknaccnyeckas - - runeptpodusa - NB6B -
B®, XeHLWnHbI MUKPOanbbyMunHypus Muokapaa (MTC - TWMA / Hel
-NpoOTENHypus >12 MM) 6e3 VMHCYNbT 60.
- noye4yHas (nnu C - noreps -
HeA0CTaTOYHOCTb MUHUMaNbHbIMU cnyxa C Hel
(CK® 60-90) NpOsiIBIEHNSAMN) Koppekuuen 60.
- noyeyHas dunbposa no yc)
HEeA0CTaTOYHOCTb - npu3HaKu BO3pacTy Kol
(CK® 45-60) HapyLleHus 60.
cepae4yHoro (He
puTMa ex
ak
IIpunoxxeune I'4. Kpurepuu ormenst @3T
Kputepuun oTMeHbl
Mponyck naumeHTom > 50% unHbY3UI
MOCTOSIHHbIE >KU3HEyrpoXarwlwue WM TsKeNnble CBA3aHHble C  WHdy3uWelh peakuuu, He

pearvpytoLwme Ha NpodunakTUKy, HanpuMep aHaduiakcms

XKenaHue nauueHTa

TepMuHanbHaa ctagua 60ne3Hu noyek, 6e3 BO3MOXHOCTM MNepecajgku MOYKU, B COYETAHUU C
TSXKENOM cepaeyHon HegoctaTouHOCThIO (IV knacc no NYHA)

TepMuHanbHaa B® UM UHblE CONYTCTBYOLWME 3a60NeBaHMsa NPy OXUAAEMON MPOLOSIKUTENBHOCTU

XXU3HU MeHee 1 roga




Taxenbl KOFHUTUBHBIA aeduunT ntoboi aTmonornm

OTCyTCTBVIe oTBeTa B TeyeHue 1 ropa, e€CnM eAUMHCTBEHHbIM MokasaHmeMm K O3T aBnsetcs
HeEnponaThnyeckas 6onb, npn ycnoesnm MakCuMManbHOIro obbema nogaep>XxuBatroLllen Tepanvwl*

Kputepun nporuBonokasaHuit k Hayany ®3T

Tsxenoe 3abonesaHue cepaua C pacnpocTpaHeHHbIM ¢dubposom,
SABNAETCS €ANHCTBEHHbIM Nnoka3saHunem K ®3T

€Cnin nopaxeHue cepaua

TepmuHanbHas ctagms 6one3Hu nodvek, 6e3 BO3MOXHOCTWM Nepecagku MOYKM, B COYETaHun C
TSXKENOW cepaeyHon HegocTtaTodHOCTbIO (IV knacc no NYHA)

XU3HM MeHee 1 roga

TepMuHanbHasa B® nnu nHble conyTcTBYOWNE 3aboneBaHuns npu oXnaaemomn npoAO/XUTENBHOCTHU

Taxkenbln KOFHUTUBHbIA aAednunT Ntobon aTmonornm

IIpunoxenue I'5

IalyieHTOB C

o/ie3HbI0 Dadpu

UccnepyeMbiii nokasaTesib UcxopHo Kaxxable Ka>xable
(n Ao 6 mec 12 Mmec Ka)xablie
Havana 36 mec
D3T)

AHaMHe3, KIIMHUYECKUI + +**

cratyc

OueHka 60nun (Bu3yanbHo- + +

aHanorosas wkana oueHku 6onun)

OnpepeneHne aKTUBHOCTM +

depmeHTa n AHK-gmnarHoctmka

MukpoanbbyMunnypus/ + +

NpoTeENHYpuUs

PacuetHas CKO + +

JKIr + +*

Oxokapauorpadus + +*

XonTepoBCKOe MOHUTOpPUPOBaHWe + +*

MP-ToMorpacdusa rosloBHOro Mo3ra + +*

MPT cepaua + +

SnekTpoHenpoMumorpadus +

OCMOTp OKynucTa + +*

Ayamorpamma + +*

O6wumii n 6/x aHann3 KpoBu + +

[Ipyumeuanme:
* yae 1o nNoka3saHusIM

**_ KasKObI BUSUT
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IIpunokenue I'6. 3a60p OMomMaTepyuaia s
MPOBEeIEeHMS IMAarHOCTUKHA B IMATHAX BbICYII€HHO¥

KPOBU

KpoBb cobupaeTcs Ha cTaHAapTHYI0 KapTouKy-
dunbtp (N2903), KOTOpas npuMeHseTca Ans
CKPWHMHIA HOBOPOXAEHHbIX B Poccuinckon
degepaunn WA aHaNOrMYHYIO ANS NONyYeHUs
CyXxO0ro natHa Kposwu. KpoBb MOXeT 6bITb, Kak
KanunnsapHaa (M3 nanbua, NATKU), Tak U
BeHO3Has. BeHo3Has KpoBb cobupaeTcs B
npobupKy, akKkypaTHO MepeMeLllnBaeTca W
3aTeM 6bICTPO C NMOMOLLBIO MUMETKN HAHOCUTCS
Ha dunbTp No 25-50 MKA KPOBWM Ha Kaxayto
BblAeNeHHyo o6nacte. HeobxoamMmo XopoLlo
nponuTaTtb BblAeNeHHY 0611acTb Ha dunbTpe
(puc. 1). MpeanoyTnTENbHO cobupaTtb
o6pasubl nocne eabl yepes 40 MUHYT - 1 vac.
BO3MOXHO Takxe ocyLecTBMTb 3ab60p KpoBu U
HaToLakK.

Ha kapTouke-¢punbTpe o06s3aTenbHO AO0NXKHbI
6bITb 4eTko ykasaHbl ®UO, keM W oTKyaa
HanpaBneH MauueHT, JgaTta poXAeHus MU
TenedoH nevawero Bpava (pUCyHok 2).
ObpaseLl cyxoro nATHa KpoBW BKaAblBaeTCs B
UMCTbIA KOHBEpT, Nnb6o B unUCTbIn dann.
KapTtouka-bunbTp He AoskKHa conpukKacaTbCs
C TpsA3HOM NOBEPXHOCTbIO WM C obpasuamu
ApYyrmMx naumeHToB. Heo6X04MMO NPUAOKUTL K

S0 0

He Cormirnc, mfesere pronurmend eviman He e vesm., S A e
Kanaw AonsHb NOAHCCTLIS NPONHTATE Kpy=KH ¢ o0paTHoi cTopoHu
He kacaiTecs oBABCTH, NPONMTAHHON KPOBBK

00 00 ¢

PucyHok 1. O6pasel npaBWUIbHOrO HaHeceHus
KpOBM Ha KapTouKy-bunbTp

-——— —— -—— - -

L. . N . Y . Y e
OO0
003 B 2023-10 B 0000020/MW001

XPauuTh npi +2 - 435 C*

obpasuam MHMOPMUPOBAHHbIE cornacus
nauMeHTa WUan ero 3aKOHHbIX NMpeacTaBuTeNen
Ha npoBefeHMe nabopaTopHbIX UCCeaoBaHui

Gu 6 0010608
SO Nausenta
AaTa posmEnn 373 BIATHA SDOBA Naa
SHO Bpava

MY [ Fopog [ Aspec

E-mail Bpaeaa
Tenedon npada

Tecr
[Joatpn []nowne [Jrowe [ Jmnca [Jupme-c1 [Jumecra

D Cemei b CHpvirnm. NyTalmm

PucyHok 2. O6pasey kapTouku-cbuabTpa

AnroputMm JOEeNCTBUIA MEIMIIMHCKOrO IepCoHa/ia IPU B3SITUU
00pasoB KPOBU

® BBIMBITh PYKM (TUTMEHMUECKUI YPOBEHb), HAETh II€PUYATKHA;
e BBIMBITH PYKM TalyMeHTa (MSITKy pebeHKa, B Ciaydyae, e KPOBb
6epeTcs U3 MSITKHU);

* IIpOTepeTh 00JIaCTh IIPOKAJbIBAHMS CTEPUJIbHOIN caldeTKoii,

cMoueHHO 70% COuMpTOM, MPOMOKHYTH CYXOM CTepUIbHOM
candeTKoii; - IIPOKOJIOTh CTepWJIbHBIM  OLHOPA30BbIM
cKapu@uKaTopoM;

® CHSITb IIEPBYIO KAIUII0 KPOBY CTEPUJIbHBIM CYXMM TaMIIOHOM,;

® MSTIKO HaJ@aBUTh IJIs IOJTydeHMsI BTOPOI KaIlJi KPOBMU;

* IIPWIOKUTD IIEPIIEHAUKYISIPHO TeCcT-0JlaHK K KaIle KpOBU U
MIPOIIUTATh €r0 KPOBbIO HACKBO3b;
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* QHAJOTMYHBIM OOpPa3sOM HaHECTM Ha TecT-O0/JaHK 6-8 Kameiab, BUJ
IISITEH KPOBMU IOJKEH OBITh OJMMHAKOBBIM C 00eMX CTOPOH.

® BBICYIIMTh TECT-0JIaHK B TOPM3OHTAIbHOM ITOJIOKEHUM HA UMUCTOM
00e3XKMpEeHHO} ITOBEPXHOCTM He MeHee 4 4 0e3 IMpPUMeHEeHMUS
TeIlJIOBOI 00pabOTKM U ToNaiaHus IPSIMbIX COTHEUHBIX JTyUeili;

* YIIAaKOBaTh TECT-0JJaHKM B UYMCThII KOHBEPT TaKMM 00pPa3oM, UTOObI
TMISITHA KPOBY HE COIPUKACAINCh.

Ocob6enHocTH pu MHGPY3MOHHO Teparnmumu

HekoTopble maieHTbl MOTYT IIOAy4YaTb MHQY3MOHHYIO Teparuio,
repejiBaHMe KOMIIOHEHTOB KPOBM, UTO MOXET OKa3aThb BIAMSIHME Ha
pe3ysbTaTbl TeCTOB. Hampumep, npu IepeaMBaHMUM IJ1a3Mbl KPOBU
MOTYT OBITh ITOJTYY€HbI JIOXKHO-OTPUILIATEIbHbIE PE3YIbTaThl, TaK KaK
orpenensieMbie (pepMeHTbl HAXOASITCS B TJIa3Me U B KeTKaX KPOBMU.
PekoMeHyeTCsl OCYIIeCTBUTh 3a00p KpoBu Ajst depmeHTHOM 1 [THK-
IMarHOCTUKM He 9 paHee yeM uepe3 6-7 OHeN IOC/Ie IepeauBaHUS
IJIa3Mbl KpOBM U Uepe3 7-10 mHeii mocsie rnepeamMBaHus KOMIIOHEHTOB
KpPOBU

He momyckaeTcst 3a60p KpoBu

e cpa3sy Iocjie MpoBeAeHMs MalueHTy MHPY3MOHHOI Tepaniu;
e (Cpa3sy Mocjie 3aMeHHOTrO MepeauBaHNus KPOBM.

XpaHeHMe ¥ TPAaHCIOPTUPOBKA OMoMaTepuaia

OO6pasiipl BBICYIIEHHBIX IMSITEH KPOBM MOXKHO XPaHUTb B OOBIYHOI
Kamepe xonomuibHuKa npu +40C mo ormpaBku. CpoOK XpaHeHUs [0
MOMEHTa OTIpPaBKM He MOO/DKeH MpeBbIlaTh 7 OHel. ECiu XpaHUTb
nosibllie ¥ TIpU Oojiee BBICOKOI Temreparype, TO aKTUBHOCTb
dbepmeHTa Aaske B HOpMe MOKET CHUXKAThCS, YTO MPUBEIET K JIOXKHO-
MOJIOKUTEIbHBIM Pe3ybTaTaM.



