[ eHHBIE 3200JIEBAHUS

[ [ppumHa — reHHbIE
MYTaIluu



AYyTOCOMHO-IOMHUHAHTHbIE
3200J1eBaHUSA

AYTOCOMHO-TOMUHAHTHOE
HacJeI0BaHUEe — TUII HACJICJOBaHMS,
IpU KOTOPOM OJHOTO MYTaHTHOTIO
anjens, J0KaJIM30BaHHOTO B
ayTOCOME, JOCTATOYHO, YTOOEI
00JIe3Hb (WJIM IPU3HAK) MOIJIa
IIPOSIBUTHCS



CungapoMm Map@dana

s

.....
v

.
.
Nrtesinnw

" Yoy

Rt bmsm g~
.y

AcmeHuyeckoe mesiocrioxeHue (OriuHa KOHe4Hocmel He NPONoPYUOHasbHA

Onune mynosuwa) CuHdpom 60bWo20 nanbuya
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Helipoghubpombi




Cunapom Xoar-Opama




AyTOCOMHO-peeCCUBHBIE
3a00J1eBaHM A

AyTOCOMHO-pPenecCCUBHOE
HACJICIOBAHUE — TUII HACIEAOBAHUA
[IpU3HAKa WK OOJI€3HU, IIPU
KOTOPOM MYTAHTHBIU aJlJICIIb,
JIOKAJIN30BaHHBIA B ayTOCOME,
HOJKEH OBITh YHACIICIOBAH OT 000HMX
POOUTENIECU



MyKOBUCIIUI03

Mykosucyudos




OEHUIIKETOHYPHSA

Ha ¢pomoezpachuu y manbyuka crneea npozpeccupyroujasi
gheHUTKeMOHYypuUs1 U yMCMEEeHHOU omcmaJsiocmbio. A ¢ npasa nokasaHa
30opoeast degouyka.

i+ wutaa ko UL - -
Ha ¢pomo nokazaH pe6eHOK ¢ mocmerneHHbIM pazgumuem
¢heHunkemoHypuu. HayuHasi c akmueHol cmaduu, rnsagHo rnepexoost
e cmaduro 3adep)xku pazeumusi. Y pebeHka ommedaemcsi Mblule4YHasi
2UnNomoHusi, 3adepXkxKa pazeumusi, HapyweHue noeeodeHus!
(pacmopoxeHHoCcmb).



AJIPEHOI€HUTAIbHBIW CUHIPOM




X-CIeIUICHHBIC PelleCCUBHbIE
3200/1eBaAHMA

Twum HaciaenoBaHUA IIPU3HAKA WJTH
00JI€3HU, IPU KOTOPOM MYTaHTHBIM
aJlJIeNIb pacIojiaracTcs B X XpoMOCOME.
3a0o0JIcBaHUE BCETIa MPOSBIISICTCS Y
MY>K4HH, a Y )KCHIIMH TOJBKO B CIIy4ae
TOMO3UTI'OTHOI'O COCTOSIHHSA (UTO
HaOII0IaeTCs KpalHEe PEJIKO)



IIceBgoruneprpodudeckas MbIlIeyHas
nuctpodus JromeHHa

Duchenne’s Muscular Dystrophy (continued)
Gowers' maneuver
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CHUHIPOM YMCTBEHHOM OTCTAJIOCTH C JIOMKOU X-
xpoMocomou (cuHaApoM MapTtuHa-benn)




XPOMOCOMHBIE
3a00JIEBAHU

| IppurHa — XpOMOCOMHBIE
U TCHOMHBIE My TaIlUA



AyTOCOMHBIC TPHMCOMHUH

Tpucomusi — HamMuMe 1OOABOYHOU
XPOMOCOMBI B KAPUOTHUIIC
OUIUIONIHOIO OPraHu3Ma; BH
IOJIMCOMMU, IIPHU KOTOPOM UMEIOTCS
TPU TOMOJIOTUYHBIC XPOMOCOMBI
(MHAUBUJ, C TPMCOMMEN HA3BIBACTCS
TPUCOMUKOM )



Cunapom JlayHa

MpunNNOCHYTBIA HOC U UL,
NpUNOAHATbIE BBEPX

CKOLWEeHHbIe rnasa.
OpuHoYHas cknaaka Ha napoHu ("obesbsaHba”)

YKOPOYEHHbIN NATbINA naned,

NOBEPHYTbIN BHYTPb.

Janeko oTcTaBneHHbli BoNbLLIOK nanel,

W pasBuTbie KOXXHbIe CKNaaKu Ha CTynHe.




Cungpowm Ilaray

u (unu) Héba

(4 'Il{ ,iu
cina Foundation, all nghts reservad.




CunapoM JBap/ica

Hopmaabhoe
pa3BHTHE
YUIHO#H
PAKOBHHBI

AHOMAIHH
pa3sBHTHS
VIIHOH
PAKOBHHBI
(popma, pazmep,
NOBOPOT,
pa3H4YHbIe
CKJIAAKH)



IHoamcoMum 1Mo MOJIOBLIM
XpoMoOcCoOMaM

DT0 OO0NbIIas TPyHIIa XPOMOCOMHBIX
OOe3HEeH, IIPEICTABICHHAS
pPa3JINYHBIMHU KOMOMHALIUSIMU
NOIIOJIHUTENBHBIX X- U Y-XPOMOCOM,
a B CIIy4asX MO3aulM3Ma —
KOMOMHAIIUSIMH Pa3JIMYHbIX KJIOHOB.



Cunapom Tpucomun X

o Pn3n4eckoe n ncnmxmyeckoe pPa3BNTUE HE
NMMEET OTKINOHEHUN OT HOPMb

* [1pn TeTpacomMmmsax X — BbICOKUN POCT,
TENOCNOXEHNE MO MY>XXCKOMY TUNy,
AMUKaHT, rMnepTenopnu3mM, aHoManbHbIV
POCT 3y0OB, KNMHOOAKTUNA MU3UNHLIEB,
0edPopMUPOBaHHbIE N aHOMAarbHO
PaACMnonoXeHHbIe YLIHbIE PaKOBUHbI



Cungapom KnaHpensrepa

* BblicoKkuun poct

* EBHYyXongHoe TenocnoxeHune
* [MIHEKOMaCTUA

* Mukpoopxngmnam

* CKyQHOCTb OBONTOCEHUSA




CungpoM /lucomuu mo Y-XpoMOCOME

« He oTnnyaoTcsa oT HopMarnbHbIX
MHONBUAOB NO PU3NYECKOMY U
YMCTBEHHOMY Pa3BUTUIO

e OTKJIOHEHUI B NNOAOBUTOCTU HET

* CKINOHHbI K arpeCcCuUBHbIM U
KPUMUHArIbHbIM NOCTYMKam

* [pyOble YepThbl NMUa — BbICTYNaKLWme
HaabpOBHbIE AYIY U NEPEHOCHE,
yBenuyeHHast HUXKHAS YertoCTb,
aHoManbHbLIN POCT 3y00B, OosbLUME YLHbIE
PaKOBUHbI



Monocomus mo X-xpomMocome (KapHuOTHIL
45,X0)
Cungpowm IllepemeBckoro-TepHepa
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CUHIpPOM YaCTUYHOM MOHOCOMUMU (menernus
KOPOTKOT'O IjIe4a OJJHOM U3 S-U Iapbl XpOMOCOM)

CungapoMm «Komraybero Kpukam»




