O030p HaACJIEeICTBEHHbIX
00J1e3HEN, ClIEIJIEHHbBIX C
[10JIOM

[€HbL Ha TTIOJTOBbIX XPOMOCOMAX OTIPEeAensoT
060J1e3Hb, Yallle BO3HUKAWLLYI0 Y MAJTbMUKOB.

+
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OCHOBBI TEHETUKU U HACJIEIOBAHUE 10 I10JIY

Ilon yenoBeka onpenensgeTcs
XpoMocoMamu: XXy XeHWVH U XY y
MY>XKUUH. borne3Hn, cBg3aHHble C 3TUMU
XPOMOCOMaMU, HACTIEAYIOTCH 0COObIM
0OpPa30M 1 vallle TIOPaAXaAT OAVH U3
MOJ10B.




UTo Takoe clieIlJIEHHbIE C [TOJIOM 00JiIe3HU

9T 60M1e3HN BO3HUKAIOT
BCleACTBUE MyTaLun B
reHax Ha X Uv Y-
XPOMOCOMAX, BJIUSTIOLNX HA
Pa3Hble TIPU3HAKY
OpraHu3ma.

X-CLUeTJIEHHbLE TIATOJIOTUN
BCTPEYATCH valle n3-3a
O00/TbLIOTO KOJINYECTBA
TeHOB Ha X-XpoOMocoMme, a Y-
CLETIJIeHHble —
NCKITIOUUTEJTBHO Y MY>KYUH.

Y ManbyuxkoB X-
CLLETIJIEHHbLE 00JIe3HU
NIPOSABIIIOTCS Yaule, TaK Kak
Y HUX HET BTOPOTro X Ong
KOMTIEHCALUUU MYTaLVN.
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X-CHEeIlJIEHHOE U Y-ClLIeIIJIEHHOE HaCJIEIOBaHNE

+ +
X-CleTiJIeHHble 6071e3HM TIepenanTc U J1eBOUYKM MOTYT OblTb HOCUTENIIMU 6e3
MaJTbuNKaM, U 1eBOYKaM, HO TIPOSIBIISTIOTCS Jalle CUMITOMOB, TaK KakK BTOpast X-XpoOMOCOMa
Y MAJTbMUKOB U3-3a €AVUHCTBEHHOW X-XPOMOCOMbL. KOMMNeHCcupyeT nedexr.

+ S +

Y-cuenyieHHble 60J1e3HU BCTPEYATCH TOJILKO Y Taxune 3a60neBaHUS peako BCTPEUATCH, TaK Kak

MY>XUUH, TIepenaBasiCb UCKJTIOUUTEJTbHO TI0 Y-XpoOMOCOMa COAEPXUT MAJ10 TEHOB, BITUSIOLLUX

MY>KCKOW JIMHUUN 6€3 UCKITIOUEHUN. Ha 60J1e3HMU.

+ +
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YacroTa X-CluerjieHHbIX 00JIE3HEN Y MAJIbUMKOB U
[I€BOYEK

B YactoTa X-cuenneHHblx 6one3Heil

13-3a nBYyX X-XpOMOCOM [1€BOYKM pexe
CTPAnaT X-CLUETJIEHHbIMU B0JIe3HSIMM TIO
CPAaBHEHMIO C MaJTbMUKaAMMU.

Hannuune BTOpOn X-XpOMOCOMbL Y 1eBOYEK

CHUXKAET PUCK TIPOSIBNIEHUST X-CLenJIeHHbIX
I 3a6071eBaHU.

MasiburKn [eBouku

Menvuvnckune nccenenoBanud, 2023




'eMmodunus: npuMep X-CLEIJIEHHOTO
3a00J1€BAHUS

Temodpunusg Bo3HUKaeT u3-3a
nedexTa reHa F8 Ha X-
XPOMOCOME, BbI3bIBAOLLLETO
HapYylleHne CBepPTblBAEMOCTU
KPOBU U TIOBbILLEHHY10

CKJIIOHHOCTDb K KPOBOTE4YEHUAM.

I1nst KOHTPONST 6071e3HU
HEOO6XOAUMBbL PETYJISTPHbLE
BBeeHUNsS paKTOpPOB
@  CBepTbIBAEMOCTU KPOBU, UYTO
NO3BOJITET NMPeaoTBPATUTD
OCJIOXKHEHUS U YITYULIUTD
KauyeCTBO XU3HWU.
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JlaTbTOHU3M U €T0 HacJieJoOBaHNE: UCTOPUU U
(PAKThI

JKN3HbL C AAJTbTOHU3MOM

Muorue monu ¢ 0asIbTOHN3MOM
NIPUCTIOCOOUNIUCH Pa3/IUYaTDb LBETA
no ¢popmMe U KOHTPACTY. ITOT
HaCJlelCTBEHHbIN nedpexT
rnepenaéTcs no X-xpomMocome u
4YaCTO BO3HUKAET Y MY>XUYUH.

feneTuka uBeTa

IlpyunHa panbToHN3IMa — MyTauus
B reHe OPNI1LW, oTBevaowem 3a
BOCTIPUSITUE KPACHOTO LBETA.
JKeHUVHBbL pexe CTpananT u3-3a
BTOPOW HOPMAJTbHON X-XPOMOCOMUL.

\_




MbpeieyHas guctpodus JoieHHa: OCHOBHbIE
[IPU3HAKU

C nporpeccupoBaHueEM
OTO 3a00J1eBaHUE BbI3BAHO TlepBble CUMTNITOMbIL — 60J1e3HU HabMmoaaeTcs
myTauuen reHa DMD, MblLLIEYHAsT CJ1Aab0CTb U ObICTPas noTeps
OTBETCTBEHHbIM 33 CUHTE3 TPYAHOCTU TIPU XOAbLOE NIBUTATEJTbHbIX HABbLIKOB U
oenka oucTpopuHa, TNOSABTISIOTCS B BO3pacTte 5—5 HEe0O6X0AUMOCTDb
NOAEPXXUBAOWETO MblLILbL. NeT Y MaJTbuUKOB. NCTI0J1b30BaHUS
UHBAJIUAHOW KOJIACKMWU.




[IpuMepbl X-ClEIJIEHHbIX 00JIE3HEN U UX T€HbI

Bonea, Ten postners Hacrora CpaBHeHMe TIPU3HAKOB, YaCTOTbL U

[emodunms F8 KpoBoTeueHus 1:5000 myxxunH HacefloBaHust boresHen, EZBSBaHHle C X-
XPOMOCOMOMW.
[lanbToHU3M OPNILW | HapyweHue ugeta 8% M\KUMH

[nctpodua [ioweHHa DMD MbiweyHas cnabocts | 1:3500 manbumkos
Temopwunud, 0anbTOHN3M U AUCTPOUS

Yaule BCTpeyarTCd XXKYUH U3-3a X-
Cuuppom bnyma BLM Pak, cnaboctb Pegko H P y My
CUEeTUI1eHHOTO XadapaKTepa HaCJieaOBaAHUA.

®,
&

MenuunHckue 6a3bl AaHHbLX, 2023




Y-cuengeHHsble 00JIe3HU: OCOOEHHOCTU U
[IPYMEPHI

PenxocTb U My>CKOe HacJieqoBaHue

Y-cuernJieHHble 60J1e3HUN BCTPEeYalnTCs
UCKITIOUNTEJTBHO Y MY>XUUH, TaK KaK Y-XpPOMOCOMa
nepenaéTcsd TOJIbKO N0 MY>XCKOW JIMHUU OT OTLUa K

CblHY.

[lpyumep MyXCKOTo becnynioaust

MyTupylouwme redbl SRY n AZF MOTYT BbI3blBaTb
MYXKCKOe becriyiogue; BCe CbIHOBbS OOJTbHOTO
YHACNeaywT OJaHHY0 MYyTauuio U 3ab60J1eBaHue.




MexaHn3M HacieqOBaHU X-CLENJIEHHBIX PELI€CCUBHBIX
00JIe3HEN

N CTOYHUK: YUYeOHble MaTepuarbl N0 MEAULMHCKOW TEHeTUKe

Houepu: 50%
OTeu — 300p0BbI (XX),

3a0poB (XY) 50%

HocuTenu (Xx)

CblHOBbS:
MaTtb — 50% 3[0poBb

HocuTenb (XX) (XY), 50%

60JIbHbI (XY)
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[louemy ManbuyuKy CTpanaloT Yyalle: reHeTu4YecKas
[IpUYrHaA

Manbunkm MeT TOJTbKO OHY

X-XpoMOCOMY, TIOITOMY [laxe

OlHA U3MEHEHHAS KOTIUS TeHa
TIPUBOAVT K TIPOSTBJIEHUIO
605ne3Hn. DTO 00’ bSCHAET

TIOBbILIEHHYI0 YaCTOTY
3a6071€BaHUN Cpeain MYXCKOTO
nona.

Y neBovek nBe X-XpoOMOCOMbl, U
NN 3a6051eBaHNsg HE06X0OUMO,
YTOObL 00a TeHa 6bUTIU
@ nosBpexnaeHbl. CrienoBaTesbHO,
XXEHLVHDBL vYalle SIBASIOTCS
HOCUTEeNIMU 6€3 CUMITITOMOB, YTO
CHMUXKAeT MPOSTBJIEHUS 6OJI€3HM.

*
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bonbluast YyacTb 3a0071€BaHUN XapaKTePU3yeTcst HE0OOPATUMbIMU
HAPYLUEHUSIMUN, HO PAHHAS OUATHOCTUKA TI03BOJITET YaCTUYHO
KOPPEKTUPOBATL HEKOTOPbIE CUMTITOMDIL.

K>

bojiee
70%

HAcNeACTBEHHbIX 3a00J1eBaHNN, CLETIJIEHHbIX C TIOJIOM, TIPUBOAST
K HEOOPaTUMbIM U3MEHEHUSIM OpPTaHu3Mma.

MenuunHcxkue ryonuxauvu, 2023
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CTaTuCTUKA pacn6pOCTpaHéHHocm X-CILIEeMJIEHHBIX

OJIEBHEU B MUPE

B PacnpocTtpaHéHHOCThL X-cLuenneHHbIX 6ones3Hell

BO3, 2022

Temopunus v mblileyHasts aucTpopus
OKa3blBAOT 3HAUUTEJIbHOE BJIUSTHUE HA
310POBbEe MAJILMUKOB B PA3HbIX CTPAHAX.

JlaHHbLE TTOATBEPXKAAI0T, YTO MY>KUUHDL
NOABEPXEHbL X-CLETNJIEHHbIM 00J1I€3HSAM
3HAUUTEJILHO Jalle, UTO TpeodyeT
BHUMAHUS K PAHHEN OVATHOCTUKE.

$,
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MeTonbl IMarHOCTUKU HACJIeICTBEHHbBIX OOJIE3HEN,
CLIETIJIEHHBIX C ITOJIOM

[lpeHaTanbHOe TECTUPOBAHUE TIOMOTAET
BbISTBNISITb TEHETUYECKNE N3MEHEHUS elé N0
pPOXOEHUS pebéHka, YTO NMOo3BONSET
CBOEBPEMEHHO TIPUHUMATDL pelleHus.

Buoxummnuyecxue aHanm3bl BbISIBNSIOT
G YHKLUMOHAJTbHbLIE OTKJIOHEHUST B OPTaHN3ME
HA PAHHUX CTAOUSX 3a00JIEBAHUS U
TIOMOTA0T KOHTPOJIMPOBATL PAa3BUTHUE.

MonekynsipHO-TEHETUYECKUN CKPUHUHT
NPOBOAUTCS OJIT OOHAPYXEHUS KOHKPETHbBIX
MYTaLUUN B T€HAX, OTBeYaunx 3a
HacCeCTBEHHbLE 3a00JIeBaHNSI.

OnpepneneHne HOCUTENbCTBA SABJISIETCS
Ba)KHbIM 1LATOM J1ST TITTAHUPOBAHUST CEMbU U
npoPuUNAKTUKU Tiepeaauun 60ne3Hun B

oynyuiem.




['eHeTUYECKOE KOHCYJIbTUPOBAHUE IJI1 CEMEU C
PUCKOM

Pannsasa INATHOCTUKA - 34dJ10T CemeniHas nogaep>XXKka n
3710POBbST PE6EHKA npopuiakTuka
CeMb4, TOe MaTb 0Ka3asiacb HocuTenem X- 5 5
CLLETITIEHHON My TaLmy, Oy Ua B ogHOV cemMbe ¢ uctopuen OasibTOHU3MA
KOHCYJTbTaUMI0 MeAULUHCKOTO TeHeTunka. B NPpouyii KOMIJIEKCHOE TeEHEeTUYeCKoe
pe3ynbraTe 6bUTM IPOBEAEHbl 00CJieoBaHue BCE YJIeHbl. 9TO TIOMOTJI0
LOTIOJTHUTEITbHbLE UICCIIeN0BaHUS, YTO BbISBUTb HOCUTEJIEN U Pa3paboTaTb
TMO3BOJIWJIO TIPUHATb MePbl TIpO(])l/IJ'IaKTVIKVI "n ﬂepCOHaﬂ]/l3]/lpOBaHHbl]7l noaxon x
TIOZITOTOBUTLCS K CBOEBPEMEHHOMY JI€UEHUIO NPoGUIAKTUKE U HABIMOMEHIO.

pebéHxa.
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CoBpeMEHHbIE NOCTUXKEHUS B TEPAITUU X-CLEIJIEHHBIX
00JIE3HEN

[eHoTepanusg Npu MbllLEeYHOW
3amecTuTenbHas Tepanust Ipu P P
oaucTpopum JoweHHa

reMopuiiuv No3BonseT
DETYNISPHO BOCTIONHSITH GaKTopbl @ HaTpaBJieHa Ha BOCCTAHOBJIEHUE
GYHKLUMV TeHa OUCTPO(PUHA,

CBEpPTbIBAEMOCTU U 3HAUYUTEJILHO OTKDBLIBAS HOBLLE TIeDCTIeKTUBLL
CHU3UTb PUCK KPOBOTEYEHUN. P TeYyenu ,,p

Ilopnep>xnBallme MeToabl TIPu
NaJIbTOHU3MeE TIOMOT a0 T
<® apanTupoBaTbCS K HAPYLIEHHOMY
LBETOBOCTIPUSTUIO, YITyJllaA
KQueCTBO XXU3HU TIaLUEHTOB.




Posib NpO(PUIIaKTUKKM U 00pa3a >XU3HU ITPU ITUX

+ +
PerynsipHble MeEOVLIMHCKNE OCMOTPbL TNO3BOJISIOT [eHeTnYeckoe TeCTUPOBAHUE TIOMOTAET BbISIBUTb
OTCJIEXUBATb NMPOTPECCUPOBAHUE DOJIE3HU U HOCUTEJIEN U OLLEHUTb PUCKU, UTO CNIOCOOCTBYET
CBOEBPEMEHHO KOPPEKTUPOBATDL JIEYEHME. TIPAaBUJIbHOMY TIJIQHUPOBAHUIO CEMbMU,
+ S +
Ob6yueHune poauTerien 0COH6EHHOCTAM yXoHa Koppekuvst TuTaHust u NpuémM BUTaMUHOB TIO
peadunuTauun neTen C HacJlie4CTBEHHbIMM PEKOMEHI AL Bpayen TIOBbILIAIOT
00/1e3HSAMM yJTyvllaeT 00ulee COCTOSTHUE U COTIPOTUBJISEMOCTb OPraHuU3Ma U NIOAAEPXKUBAIOT
afanTauuno. 3[,0POBbLE.

- -




3BeCTHBIE JIIOIU C HACJIeICTBEHHBIMU O0JIE3HSIMU,
ClieTIJIEHHBIMU C I10JI0M

SR

J1anbTOHN3M Y XY, 0)KHUKOB U CnopTCMeHbL C MblLLIEYHOW

Temopunus y uaps Hukonag Ll y
P y Hap MY3blKaHTOB nucTpoduen [lioweHHa

Hwvxonan Ll ctpapan ot remodpunum

— TSDKEJIOTO HAPYLUeHUS Y Y
CBEPTbIBAEMOCTU K ]?1/314 KOTOpOe JIMHHOCTU NMENN AaTIETOHNSM, HO 6 Sps O
P POBM, P 9TO He TOMeLlano UM CO3[aBaThb OJIESHDBIO, TIPUHNMAIOT yHACTNE B
CWJTbHO BJTUSITIO HA €ro 3[10POBbe U eHeRDLL U BIMSTE HA NeKVCCTRO mMapapoHaxX U 671aTOTBOPUTEITEHBLX
XXU3Hb. IcTOpus ero 605e3Hu AEBD Y ’ MEPOTIPUSITUSTX, TIOBbLLLIAS

B OXHOBJIS€T HA l/|3yl|e]-l]/le APKdSbIBA, SO OFpaH]/I‘JeH]/Iﬂ OCBe,[lOMﬂéHHOCTb O reHeTndeCcKux
MOJXKHO npeop,oneBaTb. 6
TOHATIANXK 34d00J1eBaAHUAX.

MHOTVe N3BECTHbLE TBOPUYECKUE CoBpPEMEHHblE CTIOPTCMEHBL,
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3Ha4YeHUE U3YYEHUS U
NPO(PUITAKTUKU
HaCJIEICTBEHHBIX
00JIE3HEN
>

TToHMMaHne MexaHU3MOB HACJ1IeOBAHUS U MePbL
NPOPUNAKTUKN CTIOCOOCTBYIOT CHUXEHUIO
PACTIPOCTPAHEHHOCTU X- U Y-CLETIJIEHHbIX 3a00J1EBaHUN.
CoOBpEMEHHbLE NOCTUXXKEHUS NapsST HAAEeXay U yiTyJlleHve
KaueCTBa XXU3HU TIALNEHTOB.
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