[lporpeccupyrowme
MblLLUEeYHble
aANCTpodpuUm

/llolieHHa 1 bekepa.



MbilweYvyHaa aucTpodus
/lloleHHa.

-fporpeccupyroulas MolleyHaa auctpodpua AroweHHa -
TAXKenaa popma MMoamnCTpodPmu, oTIM4HaoLaACH
PaHHMM Ha4a/lIoOM, OGbICTPbIM YCYTrybJIEHMEM MbILLEYHOMU
CNaboCTU, BbipaXKEHHbIMU AedopMaumMAaAMU CKeeTa U
noparKeHMeM cepAeyHOM MbillLbl. BnepBbie 6bina
onucaHa paHLy3CKMM [ltowieHHoM B 1853
roay.



[ eHeTHYecKoe
HapyLlueHue.

*TaTonorna noABnAeTCca BCNeACTBME FEHHOM MyTaLMK, UMEIOLLEN
MEeCTO B 06/1acTM Xp21. bonee 4YeTBEPTU TaKUX NATOJI0M MM
CBA3bIBAlOT CO CTOMKUM M3MEHEHMEM FEHOTUMNA B MAaTEPUHCKOM
anuekneTke. OctasibHble C/ly4an 06BACHAOT reTepo3mMroTHOCTbIO
Mambl NaumeHTa Nno nNaTosIorMm MyTareHesa B reHe AMCTpPOdUHa.

*TNpUMHATO cuMTaTh, YTO NMPUMEPHO 7% BCEX NEPUOANYECKM
BO3HMKAKOLWMX C/ly4aeB 3ab0s1eBaHMA - 3TO CleACcTBUE
00pa30BaHUA B }KEHCKOM AMYHMKE HECKOJIbKUX KNETOYHbIX
reHepaumm C MyTUPOBaHHbIMU M 0BbIYHBIMM ANNIEAMU AUCTPOdUHA.
[lpn 3TOM HamMboiee pacnpoCTpPaHEHHbIM TUMNOM MyTauuM (OKONO
65%) ABNAIOTCA 3HAYMTEIbHbIE NOTEPM YHACTKOB XPOMOCOMbI. Y 5%
NaUMeEHTOB OOHapPYXMBAKOT YABOEHME y4acTKa XPOMOCOMbI, a B
OCTaBLUMXCA C/ly4aAx naTtosiorum - point mutation, Koraa
3aTparmBaeTcs oAuH UM HECKOJIbKO HYKJ1IEOTMAOB, TOrJa Kak K
MYyTaLMKM OTHOCATCA 60s1ee NpOTAXKEHHble AedEKTbl reHa.



Tvn HacnenoBaHUA.

[laTonormna nepepaertcsa peueccmMBHO
cuensieHo ¢ X-XpoMOCOMOM. 3abosieBatoT
MaJibuUKH. N3BECTHbI cny4Yam 3ab0/1eBaHMS
cpeaU AEeBOYEK, YTO CBA3AHO C KAPMOTMUIOM
X0, roHagoTponHbIM MO3anULM3MOM U
Ha/IMYMeM aHOMaJIMMU B CTPYKType
XPOMOCOM.



YacToTa 3a60/1eBaHUA.

PacnpocTpaHeHHOCTb
cocTaBnfeT 1 cnyyaum Ha 4
TbiC. HOBOPOXKAEHHbIX
MaJIbYUKOB.



Bo3pacTt

MaHudecTauum.

Muoauctpodpuma AwoweHHa XxapakTtepmusyeTcs
Ha4aJioM B neps.ble 1-5 net *Xn3Hu pebeHKa,
TAXeJ/IbIM TeYeHUeMm, NpMBOJALLMM K MOJIHOMU
06e34BUXEHHOCTHU U TMb6esiu NnaumeHToB B
cpegHeM K Bo3pacty 15-25 ner.



OCHOBHble K/IMHUYECKUE NPpoAB/EHUA

KaK npaBuno, y*e Ha 1-oM roay *XU3HU
3aMeTHO HEKOTOopoe OTCTaBaHMe
MOTOPHOIr0 pa3BUTHUA pebeHKa.
OTMevaeTcsa 3aepKKa CPOKOB Havasa
CUAEHUA, CAMOCTOATE/IbHOr o
BCTaBaHMA U XoAb6Obl. Koraa pe6eHoK
Ha4yMHaeT XO0AnTb, OH OT/IMYaeTCH
HEeYK/Il0XKeCTblo 1 60/1blUeU, MO
CPaBHEHMIO CO CBEPCTHUKAMM,
HEeYCTOUMUYUBOCTbIO, YAaCTO CrOTbIKaeTcH.



OCHOBHble KIMHUYECKHe NposBJIeHUSA

EMbiLeYyHasa cN1abocTb BO3HMKAET Ha 3-4-0M rogax
YKU3HM.

'nepBOHa‘-IaIIbHO OHa BblpaxKaeTCA B NaTtoJ1I0rM4eCcku

NOBbILLEHHOM YTOMJIAEMOCTU NpPU Xoabbe no
JIECTHMLLE MJIM Ha OJIMHHbIE PacCTOAHMA.

5Co BpeMeHeM CTaHOBMTCA 3aMEeTHOM TUMNMYHaA ANA
MMOAUCTPOUMN «yTHUHAA» NOXOAKaA.

=06pallaloT Ha ce6a BHUMaHUE 0COOEHHOCTH
noesegeHus pebeHKa — KaxabiM pa3, NoAHUMAACh U3
NOJIOXKeHUA CUAA Ha KOPTOYKAaX, OH aKTUBHO
OnMpaeTCcsa pykaMn 0 COOCTBEHHOE TeN0, KaK Obl
B36MpaAcCb No HEMY KaK Mo sieceHKe (CUMMMNTOM
[oBepca).



CumntoMm [oBepca.

[Tporpeccupyrouias MbilueyHas ,qmc-[pocbmg.
Bctaganve ¢ nona "necedHkon”

2 3




/lpyrue TMNUYHble CUMNTOMDI

®opma [oweHHa

MelWweYyHaa MNOTOHKA MceeforMnNepToP A MKPOHOHEIX  CHIMKEHWE WHTENNEeKTa
MBI Y

Dopra Nanaysu-HepeHuHa Od TaneMonNnerMieckan nncran:aaa dopma
dopma




OCHOBHble K/IMHUYECKUEe NpoABJIEeHUA

EMbileYHble aTPpo(PMU HAYMHAKTCA C MbilL, 6epep U

TasoBoro nosca. Ana aucrpocdhum JoweHHa XapaKTepHO
MX ObICTpOe BoCcXxoaAwee pacnpocTpaHEHME Ha NnJie4yeBou
NOAC, MYCKYNaTypy CMUHbl 1 MPOKCMMAaJIbHbIX OTAE/10B

PYK.

"Bcneacrteme MblleyHbiX aTpodmu hopmmpyeTcsa «oCMHas>
TaJIMA U OTCTOALLME OT CMUHbI «KPbIJIOBUAHbIE> JIONATKM.

"TUNMYHBIM CUMNTOMOM BbICTYNaeT ncesgoruneprpodms
MKPOHOHbIX MbILLL,.

= Ha6ntopaeTca BbiNnageHMe CyX0XKMUbHbIX ped1eKCoB:
BHa4yaJie — KOJIeHHbIX, 3aTeM — ped1eKcoB C TpMuenca m
6uuenca nae4va. AXMaa0Bbl U KapnopaguasibHble
pedaeKcbl MOTYT AIMTENIbHOE BpeMA ObiTb COXPaHHBbI.

= Co BpeMeHeM pa3BMBaAOTCA peTPaKLuUM CYXOXKHIMU U
MblLLUEYHble KOHTPAKTYpbl.



OCHOBHble K/IMHUYECKUEe NpoABJIEeHUA

Mporpeccupytowas MbiweyHas auctpodusa JolweHHa

COMpPOBOXJAETCA HapYLUEHMSMU B KOCTHO-CYCTaBHOM CMCTEME.
XapaKTepHbl ( :

YCMIEHHbIM : ),

(KmneesmaHaAa nnau cegnosmaHas),

I CepaeyHo-cocyancTbie paccTporcTBa 06yCI0BAEHDI

pa3BUTUEM 1 BKJIIOYalOT , TAOUIbBHOCTb
apTepuasibHOro gaBJIeEHMA, F1yXOCTb TOHOB cepaua.

1Y 50% 60/1bHbIX (DUKCUPYIOTCA HEMPO3HAOKPMHHbBIE PacCCTPOMCTBA

- . M
ap.

JOkon0 30% 60nbHbIX CTpajaeT , KaK npasuJo,
OrpaHUYMBAIOLLLEMCA CTEMNEHbIO . MoryT oTmeyaTbcH
PacCcTpoMCTBa Mo TUNY , , HapyLLueHus

KPaTKOCPO4YHOM MaMSATMH.



OCHOBHble KIMHUYEeCKHe nposBJIeHUA.

mY3ke K 7-10-neTHeMy Bo3pacTty amctpoduma AdoweHHa
NPMBOAUT K BblparKeHHbIM ABUraTte/ibHbIM OrpaHUYEHUAM.

®K 12 ropam 60/1bHbIE, KaK NMpaBM10, yTpa4ymMBaroT
CNMOCOBGHOCTb X0AMTb, @ K Bo3pacTy 15 et 60/1bLLIMHCTBO
NaLMEeHTOB NOJIHOCTbIO TEPAIOT BO3SMOXHOCTb
CaMOCTOSATE/IbHbIX ABUKEHUM.

"PacnpocTpaHeHne gUCTpoPMYECKOro npolecca Ha
AblXaTe/IbHYI0 MYCKynaTypy NpUMBOAMT K
NporpeccupyowemMy naseHMI *KU3HEHHOM eMKOCTU JIerKMX
(*KEJ1) 1, B KOHEYHOM UTOre, HEBO3MOXHOCTH COBepLUATb
AblXaTe/ibHble ABUXEHUA.



/InarHoCTMKa

YCTaHOBUTb AMarHo3 MMoamcTpodmm JolieHHa NoMoratoT:

1. aHamHes
2. HeBpoJsiorMyeckoe o6cnepoBaHMe

3. pesyabTaTbl 31€KTPOMU3UONIOrMHECKOr0 TECTUPOBaHMA
onpegeneHue KpeatuHpocdokmHasbl (KOK)
B

4. Mopdosnornyeckoe 1 UMMYHOXMMMYECKOE
uccnegoBaHMe o6pasLLoB MbILLEYHOM TKaHM

D. reHeTMYecKoe KOHCY/IbTUPOBAHME U aHaJIU3 AHK.



/InarHoCTMKa

B3 /1eKTPOHENpPO- U onpeaensatoT
COXPaHHOCTb NpoBeAeHMA MMMNYJ/IbCOB N0 HEPBHbIM
BOJIOKHAM, MOHUKEHHYI0 aMN/IMTYAy M-oTBeTa, 4YTO
CBUAETEe/IbCTBYET O NEepPBUYHO-MbILLEYHOM THNE
nopaKeHus.

mXapaKTepHbIM aBaseTca 30-50-KpaTHbIM NogbeM YPOBHA
KpeaTMH(POCPOKMHA3DI.

"Ha KOHCcybTauum NPOBOAUTCA reHeasiorm4yeckoe
uccnepoBaHMe, NO3BoJiIAOLWEE BbISBUTb HA/IMUYME CJ/IyYaEeB
munoanctpocdmm AoweHHa B ceMbe 60/1bHOro 1
onpenemTb XKeHWMH, ABAAIWMXCA HOCUTEIbHMLLAMMU
MYTaHTHOro reHa amcrtpodumHa. AmnarHoctmuka AHK
No3BOJIAET BbISIBUTb aHOMA/IUU B reHe AUCTPOodMHa.



/InarHoCTMKa

B cnayyaax, Korga uMeeTca KJIMHUYeCKaa KapTUHa
mumoauctpocdumn, a aHaams JHK He BbiaBHUA
Hain4yme MmyTaumm, NoKasaHa :
Mopdonoruyeckoe uccneaoBsaHme uonTtarta
onpepgenseT pasHOKa/IMO6epHOCTb 1 HEKPO3
MUOLUMUTOB, UX 3aMeLlleHHne
coeANHUTEIbHOTKaHHbIMM 3/1IeMEeHTaMM.
UMMYHOXUMHUYECKMU aHA/IM3 FTOBOPMT O MOJIHOM
OTCYTCTBUU AUCTPOPMUHA B UCCeayeMbIX
MbILLUE@YHbIX BOJIOKHAX.



Cneundunyeckoe neyeHue

CneuymduryecKkoro fe4eHMA B HacTosllee BpeMA He cyllecTByerT.
JleyeHne ToNbKO CUMTOMATHYECKoe:

= 1n8 ynyyweHnMa Mmetab6oM3mMa MblleYHOM TKaHU BO3MOXKHO
Ha3sHa4YeHMe aHabo/IMYeCKMX CTeponaoB (MeTaHAUEHOHA, HaH4POJI0Ha
AeKaHoaTa), ATO, aKkTonpoTeKTopoB (3TUNTUOO6EH3MMMAAa301a); ANA
06/,1er4yeHus HepBHO-MbILLEYHOM Nepefaym — HeoCTUrMMHa.

=C ye/sblo MMHUMU3UPOBATb 06pa30BaHUE KOHTPAKTYp M NpPoAJIMTb
ABUraTesibHYyl0 aKTMBHOCTb NaLMEHTOB NPOBOAMTCS 4 y
dunsmnoTepanuA.

"[pu nageHnn XKEJ1 go 40% pekoMeHgoBaHa
B nepuop cHa. B aanbHenwem spema MBJ1 pacter

nponopumMoHasnbHO cHuXKeHuio JKEJ/I. B Havyane UBJ1 MoxKeT
OCYLLEeCTB/IATbCA NPU MOMOLLM MaCOYHOro annapara. 3atem
Heob6xoaMMa , M UBJ1 npoBoguTCA NnyTem
npMcoeaMHEHMA annaparta K TPaXeoCTOMUYECKOM Tpy6Ke.
CoBpeMeHHble nopTaTtMBHble annapaTtbl MBJ1 paboTaloT Ha 6aTtapesax U
MOFYT ObITb 3aKpenJieHbl Ha UHBAJIMAHOM KOJAICKe.



CnpaBKa.

B HopMme 6en0K AUCTPOMUH NnoaaepKMBaeT LeIOCTHOCTb
CapKO/1IeMMbI - MEMOPaHbl MUOLUIMTOB (MbILLEYHbIX BOJIOKOH),
obecrnevymBaeT 3/1aCTUYHOCTb U YCTOMYUBOCTb MUODUBPUII
MPU MbILLEYHOM COKpalweHun. HecnocobHOCTb aHOMaJIbHOIro
ANUCTPOMUHA aEeKBATHO BbINOJHATbL 3TU OYHKLUMU NMPUBOAMUT K
HapYLLUEHMIO LeNIOCTHOCTU MeMOpPaH MbILLEYHbIX BOJIOKOH. B
CNleACTBME 3TOro NPOUCXoAAT AereHepaTMBHbIE U3MEHEHMUSA
LUMTOMNIa3MaTUYECKMX KOMMOHEHTOB NOC/IeAHUX U NOBbILLEHHASA
TPaHCMOPTMPOBKA MOHOB Kasiusl BHYTPb MMOLMTOB.
Pe3ynibTaToM TakMX OBUOXMMUYECKUX U MOPDOIOrMHECKUX
CABUIoB ABNAETCA rmdéesib MMOMOUOPUIN U pa3pyLLUEHUE
MbILLEYHbIX BOJIOKOH. Ha MecTe norméLlimx MMoLMTOB
NMPOMCXOAUT 06pa3oBaHUE COeAMHUTENIbHOU TKAHU, YTO
obycnaBamBaeT eHOMEH NceBaormMnepTpomm — yeeanvyeHume
06beMa U NJIOTHOCTU MblLLILIbI MPU PE3KOM CHUXKEHMU ee
COKPaTUTENIbHOW CMOCOBHOCTM.



MbilweYvyHaa guctpodusa bekkepa.

-BapUaHT HacneACTBEHHOM cLenJIeHHOM ¢C X-

XPOMOCOMOM MHOAUCTPODHU, OTIMYAIOLLLEUCS

6o,1ee 3aMe JIeHHbIM U A,0O6pPOKaYeCTBEHHbIM
Te4YeHUEeM.

-3a60/1eBaHMe XapaKTepu3lyeTca nocTteneHHo
yCyryonsatowemca 1 pacrnpocTpaHaloLLencs
MbILLEYHOU CNAbOCTbIO, TMNOTOHUEU U

atpodmeun, nepBoHa4ya/ibHO BO3HMKAOLLEUN B
MbllILaX 6eaep U Ta30BOro nosca.



[ eHeTU4YeCKoe HapyLleHHe

=B ocHoBe 3a60/1€BaHMA NIEXKUT MyTaLUA B reHe, OTBETCTBEHHOM
3a KogmMpoBsaHue 6esika gUcTpoduHa.

"[pumepHo 30% OT 06LLEero Y1caa cay4yaeB MbilieYHOM
ANCTpodHnu bekKepa NpMXoamMTCA Ha T. H. «CBeXUe» MyTauuu.

"["eH pacnosiaraeTtca B 21 soKkyce (B pervoHe Xp21.2-p21.1)
KOPOTKOro nsieya X-XxpoMOCOMblI.

"[IpmepHO y 65-70% 60/1bHbIX OOHAPYXMBAKOTCA KPYMHbIe

Aeneumn yKasaHHOro yyacTtka, y 5% - gynavkauum, y
OCTaJ/IbHbIX — TOYKOBbI€ MyTaLMM.

"YKa3aHHble CTPYKTYPHbIe NepecTPOMKM reHa He BJIEKYT 3a
co60M NOJIHOro NpeKpalweH1a CUHTe3a AMCTpodHrHA, KaK Npu
anctpodummn JoweHHa, a NOTEHUMPYIOT CMHTE3 aHOMAJ/IbHOrro
yCeyeHHoro 6esika, B HEKOTOPOM CTEMNEHM CrOCO6HOro
BbINOJIHATb CBOU (PYHKLUMU. DTO U oBycnaBIMBaeT 6osee
A06pOKayecTBEHHbIM XapaKTep auctpodpum bekkepa B



Tvn HacnepoBaHUA U YacToTa
3a60/71eBaHMA.

=[laTonorma HacnepyeTca peueccmMBHO cuensieHo ¢ X-

XPOMOCOMOFI, NMNO3TOMY 60/1e10T TOJIbKO JIMla MYXKCKOro
NnoJia.

mYacTtoTa BCTpEYaeMoCTH cocTaBaAeT 1 HOBOPOXKAEHHbIU
Ha 20 Tbic. AeTewn.



Bo3pacTt MaHudecTaumm.

[lporpeccupyowias MbllleyHaa aMcTtpodpusa bekkepa
MaHundecTupyeTt o0bbi4HO B nepuo ot 10 ao 15 ner,
B HEKOTOPbIX CJIy4asaX paHbLUe.



OCHOBHbIe@ K/IMHU4YeCKnue CMMNTOMbI.

*HayasibHbIMU NMPM3HAKAMM 3a60/1EBAHMS BbICTYMNAIOT

Yype3MepHaAd YTOMIAeMOCTb 1 MblLLEYHAA C/1aboCTb B Ta30BOM
noAaAce N HUXKHNX KOHEYHOCTAX.

"Y pAaa NauMeHToB NepPBbIMU MPOABAEHUAMM ABNIAKOTCA

nepuoamyeckme 601e3HeHHbIE MblLLEYHbIE CYyA0pPOrm
(Kpamnu), NoKan3yloLmMeca B Horax.

"MbiLleYyHas cnabocTb 06ycnaBMBaET 3aTpyaHEHME NPU
nogbeme no NecTHULUe, NpU HEOOXOAMMOCTU BCTaTb U3
nonoxkeHma cuaa. Co spemeHem bopmMmupyeTcs
nepeBa/iMBaloLLaAcs «yTUHasa» NOxXoKa.

= /114 TOro, YT06bl BCTaTb, MNALUMEHT BbIHYXKJAEH UCMOJIb30BaTb
BCMOMOraTe/ibHble MUMOMAaTUYECKUE MPUEMbI — ONMMUPATLCS
DYKaMM O pacrnosioXKeHHble pAJoM NpeaMeTbl MEGENU UNU,
MPUY OTCYTCTBMM TAKOBbIX, MCMOJIb30BaTb B KaYE€CTBE OMopbl



OCHOBHbIe K/IMHU4YeCKnue CMMMNTOMbI.

=sKak u apyrue HacnencTBeHHble MMOMNaTHMK, 3a6o1eBaHMe
BeKkKepa xapaKTepusyeTca CUMMETPHYHO
pasBUBaOWMMUCA aTPODUAMMU MbILLL,.

=B nepBylo0 oyepeab NOPaXKaTCA MbilwLbl 6e4pa M Ta30BOro

nosca, 3aTem NpoLecc pacnpocTpaHAETCA Ha MYCKYy/aTypy
Nne4yeBoro Nosca U NPOKCUMMasibHbIX MbILLL, PYK.

= B Hayane 6os1e3HU HhopMUPYIOTCA NceBaormnepTpohmm,
Hanbosiee BblparKe€HHble B MKPOHOXHbIX, Ae/IbTOBUAHDIX,
TpeX- U YeTblpexraaBbliX MbiLULAX.

"[lo Mepe nporpeccmMpoBaHUa MMOAUCTPODUN OHM
TPaHC(POPMUPYIOTCA B MblLLEYHbIE FMNOTPOohUM.



OCHOBHbIe K/IMHUYeCKne CMMINTOMDI

="KAMHUYeCcKasa KapTMHa Mbille4yHou aucTpodmmn bekkepa Bo MHOromM
cxoaHa ¢ mmogmuctpocdpmen AwoleHHa.

= Ycyry61eHue Mbille4yHoM €/1aboCcTh C Te4eHMEeM BPpeMeHM NMpUBOAUT K
06e34BMKXEeHHOCTU NaumeHTa M1 (opMUPOBAHMIO KOHTPAKTYp CYCTaBOB.

="QHaKo pa3BMTHE JUCTPOodUYEeCKOoro npouecca B MbilLeYHOM TKaHM
npu auctpodpum bekkepa nget ropasgo MegsieHHee, 4YTO
obycnaBnnBaeT gMTe/IbHYIO ABUraTesIbHYI0 aKTUBHOCTb 60/1bHbIX. B
cpegHeM nauueHTbl COXPAHAKT CMNOCOOHOCTb CAMOCTOATE/IbHO
nepeasuratbca 4o 35-40-netHero Bo3pacrTa.

=Kpome Toro, guctpocpmsa bekKkepa He conpoBoXKaaeTca
onMrodpeHuen, BbiparKeHHbIM MCKPMBJIEHMEM NMO3BOHOYHMKA U
APYTMMMU CKeNleTHbIMM aedopMaLHraMM.

"Bo3MoOXXHa KapauMomMumonaTma AMNATaLMOHHOIro Uau
runepTpodmyecKkoro Tuna, 6J10kaga HoXek nyyka 'Mcca, Ho
cepAeyYHo-CcoCcyaAnCTblie pacCTPOMCTBA BbipaXKeHbl YMEpPEHHO.

EMorkeT Haba1logaTbCA CHMXKEeHUe 1Mbnao, rMHeKoMacTua, atpodus



MWVIOITATVIZI BEKKEPA

X- CHeIUIeHHOe peljecCHBHOe HacJleJoe aHe
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/InarHocTHKa.

=[Jporpeccupyollas MbilleyHas auctpodusa bekkepa amarHocTMpyercs
HEBPOJIOrOM Ha OCHOBaHUM aHAMHE3a, K/IMHMUYECKMX AaHHbIX,
AIOMOJIHUTE/IbHbIX 06C/1Ie0BaHUM U FeHETMYECKOro TeCTUpoBaH1A. B
HeBpPOJIOrM4YEeCKOM CcTaTyce Hab/1l04aeTcs CHUKEHME MbILLEeYHOMU CHJbl U
YMEpPeHHOe CHM}KXEeHUEe MbILLIEYHOro TOHyca B MPOKCUMMaJIbHbIX OTAe/1ax
KOHEeYHOCTeM, BbiNageHne KoseHHbIX ped/ieKCcoB NpU CUMMETPUYHOM
CHUXKEHMU CYXOXKUJIbHbIX ped/IeKCOB AUCTa/IbHbIX OTAE/I0B HOT U
BEePXHMX KOHEYHOCTEM, MOJIHAA COXPAHHOCTb YyBCTBUTE/IbHOCTH.

"Cpeau KNIMHUYECKMX aHA/IM30B Hanbosibllee 3Ha4YeHMEe UMeeT
6MOXUMMYECKMM aHAIM3 KPOBU, KOTOPbIM BbIABNIS€T MHOIFOKpaTHoEe
nosbilweHue yposHA KOK. laHHble 3nekTpoHenporpadmm no3BonsloT
UCKJIIOYMTb NMopa*keHue HepBHbIX BOJIOKOH, 3/IeKTPOMUOrpadua
CBMAETENbCTBYET O NepBMYHO-MbILLEYHOM THUNE NnopakeHnA. bnoncusa
MbILLL, MPOBOAMUTCA TOJIbKO NMoc/ie oTpMuaTe/ibHbIX pe3y/ibTaToB
reHeTM4YecKoro aHasamsa. Mopdosormyeckoe nccaegosaHme
NoJsly4eHHOro matepuana onpegenset guddysHyro
pa3HOKa/IMb6epHOCTb, AUCTPOPUYECKNE U HEKPOTUYECKME U3SMEHEeHMUS
MbILLEYHbIX BOJIOKOH, pa3pacTaHMe CoeAMHMUTE/IbHOM TKAHM.
[MpoBoguTCA cneymanbHoe MMMYHHOE OKpallMBaHMe 06pa3LoB C
nocseayowmm onpegeneHmemM Hamuma B HUX gUCTpodmHa.



[AnarHocTuKa

=[loaTBEpAUTb AMArHO3 MbllleyHoU amncTpodmmn bekkepa
No3B0JiIA€T KOHCY/IbTaLMA reHeTUKa C NpoBeleHuemM aHaamsa
AHK. BbiaBneHne aynamkaumm mam aeneumm B reHe Xp21 gaer
BO3MOXHOCTb YCTAHOBMTb TOYHbIX AMArHoO3.

=C uesblo BbiABJIEHUA cepAeYHOM NaToJIorMu HasHa4vYaeTcs
aNIeKTpoKapamorpaduma, 3xo-KIN, KoHCcyabTauma KapauoJsora.
Kapguonoruyeckoe o6csiegoBaHme MOXKeET OOHAPYXKMUTb
HapyLUeHMe BHYTPUXKEYA04YKOBOU NpoBogMMOCTU, AB-6.10Kaay,
ANNnaTaumio Xenyngo4kos, runeprpopmyeckme naMeHeHus
MUOKapaa, KapguomMmonaTuio, cepaeyHylo HeoCTaTOYHOCTb.

"[lpeHaTasibHaA gUarHOCTUKA peKoOMeHAoBaHa, Korga MaTb
ABNAETCA HOCMTENIeM naTtoreHHoro reHa. Ecau pebeHok
MY*KCKOro nosia, To BEpOATHOCTb pa3BUTUA 3a60/1IeBaHMNA Y HEro
coctaBafaet 50%. buoncma xopmoHa MoXeT NPOBOAMUTbCA B CPOKe
11-14 Hep. 6epeMeHHOCTHU, aMHMoLLeHTe3 — nocse 15-U Heaenum,
3a60p NYNoBUMHHOM KpOBM (KOpAOL,EHTE3) — Ha CPOKe 6o/blue 18



JleyeHue.

Cneu,ucbmqecxoro ne4yeHnA HeTt. JleyeHHUe TO/IbKO CUMTOMAaTUYECKOe.

B HacTosAwwee BpeMA nauMeHTbl Nosy4arT B OCHOBHOM
MeTaboIMYeCKYI0 U CUMNTOMATHMYECKYIO Tepanuio. PaspaboTaHbil
pPa3/IM4Hble CXeMbl JIeYeHUA, NO3BONAWME YAYULINTb ABUraTe/IbHble
BO3MOXHOCTHU 60JIbHOIrO U HECKOJIbKO 3aMep/InTb NporpeccupoBaHue
60ne3HM. MNMaumMeHTaM Ha3Ha4aloT aKTONPOTEKTOPbI
(3TMATMOGEH3MMMAA301), HEOCTUIMUH, ATD, aHabom4yecKne
cTepoupbl (MeTUNAHAPOCTEHAMON), cepaeUHble cpeacTBa. o Bonpocy
ANNTENIbHOM Tepanuu rIloKOKOpTUKoMpammu (NpeaHU30/10HOM)
KJAUMHULMUCTbl UMEIOT pas/itiHbie MHEeHUA. OQHM CYUUTAIOT, YTO
nogobHoe 1e4yeHue TOpMO3UT NporpeccupoBaHue MMOoAUCTPODUM,
Apyrue oTBepratoT 37O NpeAnoioxKeHHne.

HabnoaeHua nokasaam, YTo NOCTesIbHbIU PeXUM ycyryonsaer
MbILEYHYI0 cnabocTb. Mo3ToMy NnauMeHTaM peKoMeHAyeTcA
ymMepeHHasa pm3nyeckas akTUBHOCTb, 3aHATUA MJ1aBaHbEM.
MoppeprkaHue MbilLeYHOM 31aCTUYHOCTU U CUJIbl, A TaKXKe
npoduaakTUKa KOHTPaKTyp NpOBOAMTCA CcpeACcTBaMM Maccaka,
mnsmorepanum n ne4e6HOU rMMHACTUKHK. 10 NOKa3aHMAM NPOBOAUTCA
XUPYPruyecKoe sie4eHue KOHTPaKTyp.



