OCHOBHbIe TEMbI =
TeHeTukKa noila n
HaCHEHOBaHVIE
-Cll,EHHEHHOE C HOHOM

fM3yqume MEXaHU3MOB onpejeneHus noﬁﬁ "n
~0COOEHHOCTEW HacnegoBaHUA, CBSI3aHHbLIX C MOJIOBbI
Xpomocomamu . |




[lepBble Waru B
N3yueHUU reHeTUKHU
nona ST

" WUcTopus reHeTUKM Mofa cBaA3aHa C
OTKPLITUAMM Tomaca MopraHa u
NOHVMaHNWEeM XPOMOCOMHOIM Teopuu
Hac/eACTBEHHOCTU. JTa o06nacTb
nomMoraeT O6BLACHUTL OCOBEHHOCTMU
nepegadn npu3HaKoB U
3ab0/1eBaHnii, BaxXHbIX ONA MeAuLHbI
n 6nonorun.




MexaHu3mbl GOPMUPOBAHUA NONA YENOBEKa
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Po/sib NOJIOBBIX
XpOMOCOM B

dopmMmpoBaHUU nosa

[flon onpependeTca cOYeTaHUeMm
NO/10BbLIX XPOMOCOM: XX —
XEHCKNN, XY — MYXCKON.
AMEHHO Hannyune Y -XpOMOCOMbI
Cc SRY-reHom 3anyckaeT
Pa3BUTNE MYXCKUX MNOSOBbIX
NPN3HAKOB.

3HaueHune reHa SRY

[eH SRY Ha Y-Xxpomocowme
aKTMBMpyeT Kackaj
npoueccoB, Beayuwmx K
pasBUTUIO MYXCKUX roHapg. bes
3TOr0 reHa noJsioBon NyTb
pa3sBMBaeTCHd MO XEHCKOMY
Tnny.

Oonpegenawyun ¢aKTop
— cnepmaTo3oug

Mon 6yayuero pebéHka
3aBUCUT OT TOro, Kakou
crnepmato3ona — Hecyuwumn X
nnn Y XPOMOCOMY —
ONNo40TBOPUT ANLEKNETKY C
X-XPOMOCOMOW .




- =
. " .

CTpoeHue n PyHKUMU NONOBbLIX XPOMOCOM

X-XpoMmocoma KpyrnHee Y
n coaepxuTt 6onee

ThICAYU TEHOB,
Ha MHOXECTBO
opraHusma.

BANAKWNX

QYHKLNNA
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Y - XpomMmocoma
3HaAUYNTENbHO MeHbUE,
mveet oT 50 Ao 200
FeHOB, cpean KOTOopPbIX
KnwdyeBon — SRY,
onpeaendauunn MyXckune
NPU3HaKN.
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06e XPOMOCOMbI
y4yacTBYWOT B
HacnenoBaHUK
crneumnpnyeckKmnx
3aboneBaHnii, MHOrme wu3
KOTOPbLIX CBSA3aHbl C
NoJIOM.
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OPYHKLUMNOHa/IbHOE
pa3Hoobpa3ne XPOMOCOM
obecneynBaeT MNQ/n0BbLIE
pas3nnyuna u ocobeHHoCTU
nepegayn reHeTu4yeckou
NMHpopmMaLmnn .



AyTOCOMbDI U NONI0OBbI€ XPOMOCOMbI: pa3nnuus

AyTOCOMbl — QCHOBHblE HOCUTENU OCOGEHHOCTM MOJIOBbIX XPOMOCOM
reHeTuyeckou uHpopmauum

AyTOCOMbl MpeAcTaB/ieHbl 22 napamu, [oNoBbIE XPOMOCOMbI GOPMUPYIOT MOIOBbLIE
OINHAKOBbI Y MYXYUH W XEHWWH N HEecyT pa3nnuuna: 23-s napa y XeHuwuH — XX, y

OO0NbWNHCTBO [EHOB, YMNpaBASLWMX MyX4nMH — XY. OHM CBsiI3aHbl CO

pa3BUTUEM U QYHKLMNOHUPOBAHNEM clieyndnyeckumm mexaHu3mamu
opraHu3ma.

HacieoBaHuA .



CpaBHeHune X u Y XpoMOCOM

_____ > Tabnuua AeMOHCTpupyeT
reHeTnyeckme n QyHKUMOHaNbHbIE

pasnuuna mexay X m Y XpomMocoMamu.

MNapameTp X-XpomMmocoma Y-Xpomocoma
Konnyectso

Bonee 1000 50-200
reHoB

Y -XpomMocomMa_COoAepxXnT
""" P OrpaHWuEHHbIi HABGOP MYXCKMNX FEREIE NI VICHBIIEA
cneunpuyecknx reHos, X — 6onee
pa3HoOOpa3HbiA MO0 QYHKUUAM.

YKn3HeHHO BaxHble | OnpeaeneHne My»Xckux
MpoLeCChl MPU3HaKOB

PyHKUUN

Buonorua 4venoBeka, Y4YebHUK 2022
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O6pa3oBaHue rameT u onpegenexHue
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ANLUEKNEeTKN XEHUNHbI
BCerga cogepxart X-
Xpomocomy, obecneuvuBas
CTABUNBHYI0 XEHCKYIO0
NonoBYyK MHPOpmMaLo.

nona npu ONNOAOTBOPEHUN
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MyXCKne crnepmMaTo30uibl

6biBaloT ABYX TWUMOB:

OOHW C X-XPOMOCOMOMH,
pyrme — c Y-

XpOMOCOMOW, 4UTO BAUAET
HA Nof pebéHKa.
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Non ¢opmupyeTcd B
MOMEHT ONN0AO0TBOPEHUA,
Korga crnepmarosong c
OOQHON N3 NOJI0BbIX
XpOMOCOM c/iMBaeTCcd C
ANLIEKTeTKOM.



HacnepoBaHve NPU3HAKOB, CLENNEHHbIX
¢ X-XpoMocomou

p CblHOBbA Hac/iefylT X-
XPOMOCOMY OT MaTepwu,
NO3TOMY X-cCUENnAeHHbIe
NPpM3Hakm 4acTo
NPOABAANTCA Y MYXYUH.

AJoyepn nony4vyawT X-<<
XPOMOCOMbI OT_060uX
poanTenen, 4To
no3BondAeT
KOMMNeHCUpoBaThb
nedpeKTbl peLecCuBHbIX
FeHOB Y XEeHLUWH.




YacTota npossneHns X-cuenneHHbix 3a601eBaHui y
MY)XXUYMH U XKEHILWH

....... 23

XEeHWWNHbl B OCHOBHOM ABAAKTCH
HOCUnTendMmn, a KI/IAMHUYeCKune
NnpoAaAB/IeEHNA Y HUX BCTpPEeEHaAKTCHH

_______ 33

3Ha4YMTe/IbHO Bbllle PUCK
NpoABAEHNA X-Ccuen/ieHHbIX
60M1e3Hen y MyXduMH K3-3a
HaIM4unsa O4HON X-XPOMOCOMbI.

B YacTtota X-cuenneHHbIx 3a6on1eBaHwii

MegnumnHckKkaa reHetuka, 2023



HacnegoBaHue NPuU3HAKOB, CLUEN/MeHHbIX C Y-

xpomocomoii (ronanapuueckoe HacneaoBaHue) /

01 02

[eHbl Y-XPOMOCOMbI [pumepsbl Y -CLEenIeHHbIX

nepepawTCcAad TO/IbKO OT OTUA NPU3HaKOB BKJ/IOHaOT
K CblHY, ob6ecneuyunBas FMMNEPTPMNXO3 YUHbIX PakKOBWH,

MYXCKYI0 JIMHUIO Hac/NefoBaHus . NPoABAALWNNCS
NCKMOUNTENBLHO Y MYXUMH.

OTCcyTCTBUE Y-XPOMOCOMbI Y
XEeHIWNH UCKAw4YaeT
BO3MOXHOCTb HacseaoBaHUS
TaKNX MPU3HAKOB MO

MaTEPUHCKOW JSTNHUN.
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[IpuHUMNDbI HACNEeA0BAHUA AOMUHAHTHDIX
N peueccuBHbIX X-CLuenneHHbIX NPU3HAKOB

01

JOMWHaAHTHbIE X-cCUemn/eHHble
NPU3HaAKN NPOABAAKNTCA YXEe Npu
HaAM4YMMm OAHOMN MYTaHTHOW annenu
KaK Yy MYX4UYUH, TaK WU Y XEHIIWH,
YTO onpedendeT UX PaBHO3HAUYHYIO
BEPOATHOCTb MaHudpecTauunmu
3abo0n1eBaHus .

04l

TN 3aKOHOMEPHOCTW
HacnegoBaHUa BNAKT Ha

NPOsiB/I€HME U 4YacCcTOTy pas3/INYHbIX
reHeTn4Yeckunx 3abosieBaHui,

obecneynBas npegckKa3yemble

MoAenn nepepgadn nPU3HaKoB B
CeMbSX.

02

PeuecCuBHble X-cuUen/iIeHHbIe
NPU3HaAKN MPOABNANTCA Y MYX4YUH
npn Haanymm eanHCTBEHHOM
MYyTaHTHOW annenun, NOCKO/bKY
BTOPOW X-XPOMOCOMbI AS1A
KoOMMeHcaunn y HUX HEeT, 4To
06bACHAET 60/1ee 4YacTyl

3a6oneBaeMOCT Cpep, MYXYUH .

1N XeHWMWH peLecCuBHble NPU3HAKK
NPOSABNANTCSA /Wb MPW
FOMO3UTOTHOCTU MO MyTaHTHOMY
annenn, TO eCTb MNPU HaIN4uu

nepekta Ha 06emx X-xpomocomax,
YTO BCTpeyaeTCcs 3HAUUTENbHO pexe.

11



Mpumepbl HaCNEACTBEHHbIX 3260/1eBaHNN, CLLENNIEHHDIX C

NnoOM

N
T Ta6n|/|u,a AEMOHCTPUpyeT OCHOBHbLIE T
un NMpeunmyLlecT
% 3aboneBaHnsa, Hacnepyemble yepes 3a6oneBaHue HacnepoBaHue pevMyt .
MnosioBble XPOMOCOMbI, C YKa3aHUEM cuensjieHus nopaxxaemMbiu
TWUMNa HacsaegosaHWA W MoJa, N
npenMyllecTBeHHO noagBepXeHHOr o N\
3aboneBaHNAM. X- \
[emocounms PeueccrnBHad My>XUNHBI :
cuensieHHas %
3 X X y
o BRUIBRREE TEG) = liE el - [ansToHN3M . | PeueccuBHblif My>XUVHBI
3ab60/51eBaHNn UMEWT peLeCcCUBHbIN CLIeNNIeHHbIN
XapakTep M 4yaue npoABndAwnTCA Y T
MYXUYUH, TOorga KakK Y-cuenjeHHble X
NMPU3HaKW nepepakwnTCcA = ~—{ 'nnepTpmxos
NCK/TOYNTEJIbBHO MO MYXCKOW JIMHUWN. Y- o
/ YLLHbIX . | JOMUHaAHTHbLIN My>XUNHBI
< CcUenJIeHHbIN
— PakoBUH
N S~ z/;_
.-"/ .f;
% YuyebHuK 6uonorun, 10 Knacc \ \
y : : 12



lfemohununa — Knaccuueckoe

\ 3a60/1eBaHMe, CLLenNeHHoe C No/IoM /

p emodpuans —
HacneacTBeHHoOe
HapylweHune
CcBepTbIBAEMOCTMU
KpOBU, 0OYC/IOB/IEHHOE
aepmumnTomM GakKTOpOB
CBepTbiBaHNUA. 3TO
3aboneBaHne cBdA3aHoO
C mMyTauusamm Ha X-
XpoMocomMe un 4aule
NPOSABMAETCA Y MYXYUH.

XeHUWMHb 06bIYHO <

ABNAITCA HOCUTeNnaAmMu
n peako 6o0newT.
N3BECTHO HECKO/1bKO
cny4daen
pacnpocTpaHeHuns
remopuaun B
eBpOornemncKux
KOPOJ/IEBCKNX CEMbSX,
roe aTo npuBogwuno K
CEepPbE3HbIM
OC/IOXHEHUAM npu
TpaBmax.

13



-

sl

i \\ S/
/ _\\ j,

] ~— Y
= - )

NanbTOHU3M
BO3HMKaeT nU3-3a
nepeKTHbIX FeHOoB
Ha X-Xpomocowme,
KOTOpble BAUAIT Ha
BOCNPpUATUE
UBEeTOB, W

ABNAETCH
peLeccuBHbLIM MO
OTHOWEHUI K
HOPMaJIbHOMY T[EeHY.
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3To 3aboneBaHue
BCTpeyaeTca Yy
MYyXYUH NPUMEPHO B
ABaguaTb pas
Yalle, 4eM Yy
XEHWNH, TaK Kak
07151 NPOSABNEHUA Y

MYXYUH [0CTaTO4YHO
OAHON MYyTaHTHO
Konuu reHa.

JlanbTOHU3M 1 €10 HacnefoBaHne

XeHWNHbl Yalle
BCEro SABMAANTCH
HOCUTenaAMu, peako
AEMOHCTPUPYA
LBEeTOBOE
HapylweHne 3peHus,
UTO 0ObACHAETCH
HaIM4YneM BTOPOM
HOpMa/lbHOU X-
XPOMOCOMbI .

A

14



Cunpapom [lioweHHa: TKenoe X-cuenneHHoe 3abonesaHmne

MbilueyHass c/s1abo0CTb B AE€TCKOM HacnepgoBaHue u
BO3pacTe NnPpOoAO/TKUTE/IbHOCTb XWU3HWU
CuHapom [weHHa nposABadeTca Yy Ma/lby4MKOB Ao S neT feHeTudyeckoe 3aboseBaHue MMeeT X-cCuelslieHHoe
OLICTPbLIM OC/lab/ieHNneM MbllL, U CHUXEHUEM ABUTraTesibHbIX peueccuBHoe HacsepoBaHMe, XeHWMHbl 0ObIMHO ABAAITCSA
BO3MOXHOCTEN. XapaKTepHa ObicTpas nporpeccusa c HocuTenamu. CpepHsasa MPOAO/IKUTENIbHOCTb XU3HU OGO0/IbHbIX
Cepbe3HbiMM MnocneacTBUAMM ANA 340P0OBbA U KayecTBa XU3HWU. peaKo npesBbiwaeT 30 €T, HEeCMOTpA Ha MeAULUUHCKYHO
noanepxKy .
\4 \4




Cxema HacnepoBaHuA X-cueneHHbIX peneCcCUBHbIX
NPU3HAKOB

% BepoaTHOCTW nepefayun anneneil U NPosABMAEHUA NPU3HAKOB Y MOTOMKOB




JKCnepuMeHTanbHble f0Ka3aTeNbCTBa
CLEeNIeHHOro HacneaoBaHuN

........
................

. .
....................

OnbIT Tomaca MopraHa cC MopraH mncnosb30Ba/si ATN IKCNEPUMEHTHI Pe3ynbTaThl _
po3opuiamm BbISBU CKpewnBaHng c npuBenn K QGOpPMYy/IMPOBKE UCCNeAoBaHUN YKPenuau
enornasbx camyoB, 4YTO KOHTposieM GeHOTWUNOoB 3aKOHa cuerjieHHoro XPOMOCOMHY TEOopuio

nokasano cuensieHHoe C NOTOMCTBA, 4TO HacnegoBaHud, Hac/1e4CTBEHHOCTU W

No/IOM HacnegoBaHue NO3BO/INAO NPOCNeAnTb 06BbACHANWErOo oKa3a/sin 3Ha4dyuTesibHoe

NPpM3HakKoB, BNepBble HacnefgoBaHMe nepyaTok 0C06eHHOCTU nepenayu BIMAHNE Ha_pa3BuTue

npogemMoOHCTpuUpoBaB UBeTa rnas no nos10BbIM NPU3HAKOB Yy OpraHM3mMoB COBPEMEHHOW TFEeHEeTUKU WU

CBA3b reHa c X- Xpomocomam . C NonoBbLIM OnpegeneHnem OGUONOTUKM Pa3BUTUA.

X[POMOCOMOW. nona.

17
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CoBpemeHHble METOAbI AUATHOCTUKMN
3a60neBaHN, CBA3AHHbDIX C NONOM

Ona BbiIABNEeHNA X- U Y-CUEN/IeHHbIX
3abosieBaHUin ncnonb3ywTtca meTtoabl MUP
n JHK-cekBeHMpOBaHUsA, MNO3BOISWNE
OOHAPYXNUTb MyTauum Ha pPaHHUX ITanax
pa3BuTnUAa naoga WiIM HOBOPOXAEHHOrO.

[eHeTnyeckKoe KOHCY/bTUpoBaHUe
cnocobCcTBYeT OLEHKe PUCKOB U
NMHOOPMMPOBaAHUIO cemel, a
npeHaTasibHaa AMarHoCTMUKa BKw4aeT
aHann3 XopumoHa N aMHUOUEHTEe3 A/A
TOYHOM OUEHKMU reHeTMYecKOro crtaTyca
nnoaa.

18
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KnnHnueckoe 3HayeHue NoHuMMaHusa
HacneaoBaHus, CLen/IeHHOro € Nonom
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3HaHWe nNpPUHUMMNOB
cuensieHHoro
HacnepoBaHuUs nomoraetT
BHeAPATb 3QPeKTUBHbIE
npodunakTnyeckme mepbl
N NPOBOAUTL pPaHHIoW
ANAarHOCTUKY MauneHTOB
C MOBbIWEHHBIM PUCKOM
reHeTu4ecKux
3abosieBaHuii.
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Pa3zpaboTka reHHOu
Tepanuum OocCHOBaHa Ha
NOHMMaHNN MeXaHU3MOB
MyTauuim n nepepayu
OedeKTHbIX annenen, 4To
OTKpbIBAE€T HOBbIE
BO3MOXHOCTU ANS
neyeHua X-cuenneHHbIX
naTonoruin.
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CKPUHNHIOBblIE MPOrpamMmbl
HOBOPQOXAEHHbIX
CNOCOBCTBYIOT CHUXEHWUIO
PacrnpoCcTPaHEHHOCTMH
TAXENbIX HacnencTBEHHbIX
6one3Hern n ynydueHuo

aemorpapuyeckinx

nokasaTesiein B
nonynsunn .

19
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NTOorn: BaXXHOCTb reHeTukKu
nona Ang meauuvHbl U
6uonorun

B eHeTuKa nona packpbiBaeT MeXaHWU3Mbl
HacnegoBaHUA, KPUTWUYHbIe ONA ANATrHOCTUKU W
nedyeHuna 3aboneBaHunin. MOHUMaHUE 3TUX
npoueccoB nomoraeT pa3pabaTbiBaThb
aQPEeKTUBHbIE CcTpaTerum nNpoduNakTuUKu u
yaydlwaTb KayecTBO XWU3HW OONbHbLIX.
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