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CULLEGE of AYERICAN PAIHOLUGISTS
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MecTto B3ATUA GMomaTepuana:

OoroBop:

MAUUEHT: damunus:

Nwms:
OTyecTBO:
Mon:
Bo3spacrT:
OGpazeu Ne: DNata n Bpems B3sATMA O6pas3ua:
Bug matepuana: BeHosHas kpoBb Banupauusa (Bpau):
HasBaHue/nokasatenb PesynbTaTt PedepeHCHble 3HaYeHus *

FeHogmMarHocTuka npu MbiwevyHon auctpodusa OroweHHa u Bekkepa

MeTton n obopynoBanue: [MonumepasHas uenHas peakums (MUP)

PesynbTtat MaTonornyeckmx [aTonornyeckmx
aeneunn n gynnvkauvn geneuvmn n gynnvkaummn
3k3oHoB 1-10, 21-30, 3k30HOB 1-10, 21-30,
41-50, 61-70 B reHe 41-50, 61-70 B reHe DMD
DMD o6Hapy»eHo He He obHapyxeHo

ObIno
* - PedepeHcHble 3Ha4EHWA NPUBOAATCA C Y4ETOM BO3PAcCTa, NoNa, $pasbl MEHCTPYaNbHOTO LUKAA, CPOKa bepemMeHHOCTH.

MHTepnpeTaumio NoayYeHHbIX pe3y1bTaToB NPOBOAUT BPay B COBOKYMHOCTM C /A , K KUMK [i; 1 pesynbTaTamm Apyrux
[ANarHoCTUYECKMUX UCCNeA0BaHUIA.
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Globat

CNMPABO4YHAA UHPOPMALMUA.
FEHETUYECKUMA AHANU3

42-072 F'eHOAMArHOCTUKA NPY MblleYyHon auctpodun AroweHHa/Bekkepa

(i) MMOANCTPO®UA AIOLEHHA/BEKKEPA

OuctpoduHonatin npeacTaBnAtoT cob0i CNekTp HAacNeACTBEHHbIX X-CLenNeHHbIx 3ab01eBaHMi, BbI3biBAEMbIX Pas/IMYHbIMK NaTo-
nornyeckumn abeppaumamn 8 reHe DMD. MeHeTuyeckn eguHan dopma muoguctpodua [ioweHHa-bekKepa KAMHUYECKW pasaena-
eTca Ha muoamcTpoduio AioweHHa U muoaucTpoduio Bekkepa. Mpu MyTaLmK y HOCUTENEW MYMKCKOro Nona puck pa3sutusa 3abo-
neBaHuA coctaBnaet 100%, y HOCUTENEN HEeHCKOro nona — npoAasaeHusa 3abonesaHun 6onee markve, 1Mbo He HabnwaaKTCA CO-
Bcem. TAMeCcTb NpoABAEHUA AUCTPOOUHONATUI 3aBUCUT OT TUMOB MYTaLLMM U MOMKET BapbMpOBaTk OT aCMMNTOMATUYECKOTO Mo-
BbIWEHWA KpeaTUHHOCPOKMHA3L! AU MbIWEYHbIX CYA0POr € MUOTN0BUHYPUEN, A0 PAa3BUTMA KNAaCCUMYECKOro CMHAPOMa MUOoAMC-
Tpodun [oweHHa-bekkepa.

MuoagucTpodua OroweHHa (M) yawe Bcero MaHWGeCcTMpyeT B paHHeM AeTCTBe 40 5 NeT ¢ 3aAeprKKW AOCTMMEHMUS OCHOBHbIX
3TanoOB MOTOPHOTrO Pa3BMTUA, U XapaKTEPU3YETCA MOAHLIM OTCYTCTBMEM CUMHTE3a GYHKLUMOHANBHO aKTMBHOro auctpoduHa. Ha
HayanbHbIX 3Tanax M/ B OCHOBHOM NOPaKakoTcA NPOKCMMa/bHbIE OTAENbl MbILEYHOW cucTembl (MbiwLbl Beapa, Tasa, nieyesoro
nosca), HO NpuY NocieayroLei NPOrpeccun 3aTParuBakTCA BCe OTAENbl MbILLEYHON cUCTeMbl. [TOMUMO BbIPaXKEHHOW MUOAUCTPO-
¢un y naumeHTos ¢ M HabnoaaTCA NOBbILEHWE YPOBHA KpeaTUHhOoCchHOKUHA3bI, NceBaorunepTpodma MbllL, roNeHel, pa3nuny-
Hble CKe/leTHble aHOMaN MK W KapAMOMMONaTKA, Yalle BCero BO3HMKatowan nocne 18 nert.

Muoauctpodua Bekkepa (MB) npeactasnseT cobol 6onee nerkyio popmy AUCTPODUHONATMM, XapaKTEPU3YHOLLYHOCA AOCTaTOY-
HbIM CHMHTE30M PYHKLWOHANLHO aKTUBHOro Beska. Mpu MB HabnogaeTcA MblweyHana cnabocTe NPOKCMMAbHLIX OTAEN0B MbILLL,
HW3Kas TONEPaHTHOCTL K Harpy3kam, MUOrnoByaAuHYpPUA, MWUANTUA 1 NOBbIWEHWE YPOBHSA KpeaTUHPochOoKMHA3bI.

Jeneunv v aynavkauum ofHOTO WAM HECKONbKMX 3K30HOB reHa DMD aBnAloTCcA YacTbiMu reHeTuyeckumu abeppauuamu (70-80%
BCex cnyyaeB). OTpULATENbHbIA pe3ynbTaT TECTUPOBAHUA HE MCKAOYaeT 3ab0NeBaHMA B CBA3M C BO3MOXHOCTBIO Aeneumii U ay-
NAUKALWIA APYTUMX SK30HOB M TOYEYHbIX MyTauumid reHa DMD. B cOOTBETCTBUM C MEXAYHAPOAHBIMM KNMHWUYECKMMM pEKOMEHAAL M-
AMK, reHeTMdeckoe obcnefosaHue Ha muoauctpoduio JroweHHa/bekkepa NPOBOAUTCA MPU HAAMYMK Y NALMEHTA KNMHUYECKOMN
CMMNTOMATUKK, XapaKTepPHOW ANA AaHHOro 3aboneBaHus, a TaKKe POACTBEHHMKaM | cTeneHu poacTea. Mpu BbIABNEHUU MyTaLUK
reHa DMD pekomeHayeTca meAuKo-reHeTU4eCcKoe KOHCYIbTUPOBaHKe.

FTEHETUMECKMWE MAPKEPDI

FeHeTUYecKue
FEH DYHKUMA reH MHUYECK: HayeHu
MaBKEDbI YHKL, CLEM ecKoe 3HauyeHue

F'eH DMD ABAAETCA OAHMM U3 CamblX BONbLIMX FTEHOB YENOBEKa M KOAMpYeT

Aeneumn n HECKONbKO M30(OPMHbIX BENKOB, OAMH M3 CaMbIX BaXHbIX — MbILWEYHbIW

g)’)gg'ophin Aynankauum AncTpoduH. OH OTBEYAET 33 COEAMHEHUE LLUTOCKEETa MbILEYHOrO BOJIOK-
9K30HOB: Ha € OCHOBHOW 6a3anbHOM NAACTMHKOW (BHEKNETOYHOTO MAaTpUKca) Yepes

OMIM ID: 300377 1-10, 21-30, ANCTPOPUH-ACCOLMMPOBAHHLIA UKONPOTEUAHbLIA Komnaekc. MyTtaumm
41-50, 61-70 reHa DMD npuBOAAT K OTCyTCTBUIO Belka AMCTPOdUHA UAKM ero 3HaYUTENb-

HOMY CHUKEHUIO, YTO AB/IIETCA NPUYMHON pa3BuTHA 3a601eBaHNs.

Pezynbmam 2eHemuy4ecko20 Uccnedo8aHuUA He A8AAemca OUazHO30M U OO/MEH UHMePnpemuposamsca paqyom-crneyuanucmom
8 KOMIIEKCE C QHAMHE30M, KAUHUYEeCKUMU, 1abopamopHeiMu U, npu Heobxodumocmu, Opya2umu 2eHeMUYECKUMU OaHHbLIMU.



