TEHETHEA ITOJIA H HACJIEJOBAHUE
IIPH3HAKOB, CIIEILIEHHBIX C ITOJIOM:
OCHOBHDBIE BOITPOCHI

[ eHeTnKa nona M3ydyaeT XPOMOCOMHbIe
CUCTEMbl U Hac/eaoBaHMe MPU3HAKOB,
CBA3aHHbIX C MOJIOM.




Hc1oPHUA U
PABBUHTHE
I'FHETHEH [10.1A

B KoOHUe XIX Beka yuyeHble BrepBble
ormMcasin rnoJioBble XPOMOCOMbl, 4TO
NOJI0XN0 Hayal0 U3YYEHMID MEXaHW3MOB
oripeseneHns nosa m HacaeaoBaHus,
BaXHbIX A4 6MO0rMA N MeanumnHbl.




TR 3

THHOHATUE I10.JIA U
Ero
BUHOJIOT'NYECKOE
SHAYEHUE

[lon - COBOKYMHOCTb MPWU3HAKOB,
ornpeensiomnx penpoayKTUBHYID POb
OpraHm3Ma, BKJ/Yad Mopdoornyeckme u
OU3N0JI0OrNYECKME YEPTHI.

01

V 60MblIMHCTBA BUAOB UYETKO BbIAENANTCH
[IBa MoJjla - MYXCKOW U XEHCKWWA,
obecnevmBatllye nosioBoe Pa3MHOXEHME U
COXpaHeHne HacneACTBEHHOCTH.

02

[ eHeTnYecKme pas3mymg 3a4al0T
GOpPMMPOBAHME MOJIOBbIX KNETOK, YTO
NnoAAepPXMBaET rnepejady HacneaCTBEHHOW
MHQOPMaLMM MeXAy MOKONEHUAMN.

03




(o LT 4

XPOMOCOMHDBIE CUHCTEMDbBI OIIPEJIEJEHUA
IHHOJIA: XX H XY

Ing 4yenoBeka XapakTepHa XY-cucTtema: [eH SRY Ha Y-XpOMOCOMe 3arnyckaeT pa3BuTue
Hannyme AByX X-XPOMOCOM ONpefendeT XeHCKWUM MYXCKWX MPW3HAKOB; aHaJornyHagd cucTema
Nnoa, a KoMeuHaumsa X n Y — MYXCKOW. BCTPEYAETCHA Y MHOMUX MIEKOMUTAaWMX .




(PABHEHUE X- U Y-XPOMOCOM IIO

XAPAKTEPUCTHKAM

NapaMeT X-XpoMocoMa Y-XpoMocoMa OCHOBHbIe paBIIMLIMH no

il ; i pa3Mepy U reHHoMy coCcTaBy
KOJMIECTBO Oko0s10 1100 0K0Js10 100 MEXAY X= ¥ Y_XDOMOCOMaMM

[[EHOB

Pa3smep (nap

Ue/I0BEKa.

NPOLLECChl

. 155 MJH. 59 MJH.
OCHOBAHW)
Obume
OCHOBHbIE OnpeaeneHve nona,
KNEeTOoYHble
GYHKLMN cnepMaToreHes

X-XpoMOCOMa 3HauuUTEeNbHO
60o/blie U COAEpPXUT 60Jblie
reHOB, OTBeYyawlunx 3a
pa3Hoo6pa3Hble pYHKUUA,
Torga Kak Y-xpoMocoma
cneunaim3npyeTcd Ha MYXCKOM
DA3BUTUMN.

Ensembl, 2022




I[IPOIIECC OIIPEJEJEHUSA ITOJIA Y YEJIOBEKA

[locnhenoBaTe/IbHOCTb MFEHETUYECKUX U BUOXMMUUECKUX CO6bITUK, GOopMUPYIOWMX MO




“WonN IV 7

[ EHbI, CIIETI/IEHHDBIE C I1OJIOM:
KJIACCHPHKAIIHA H OCOBEHHOCTH
1 V- . '/ | LN kol

| =

X-CLEMNMeHHbIE TeHbl: OCHOBHbIE Y-CLEMNMeHHbIE TeHbl: Mnepeaada no MyXCKOoW
XapaKTEePUCTUKMN NIMHAY

bONbWWHCTBO MOJIOBLIX FEHOB PacnoioXeHbl Ha X-
XpoMocoMe. OHM O0TBeuYawT 3a MHOXEeCTBO GYHKUMA WU
Hac/neayemMblX MpuU3HaKoB, OCOBEHHO peLecCuBHbIX. Takue
FeHbl YaCTO CTAHOBATCHA MNPUUMHON 3a601EBAHUN,
NPOABNSAOUNXCA Y MYXUNH.

Y-XpoMOCOMa COAEpXUT MeHblle MeHoB, KOTOopble
NPENMYIECTBEHHO CB43aHbl C MYXCKUM Pa3BUTUEM U
penpoaykumen. 3ITW reHol NepeaarnTCcd 0T 0Tua K ChiHY,
HEe BCTPeYadCb Yy XEeHILVH.




LR 8

IIOYEMY HACJIEAOBAHUE X-CHEILIEHHBIX
IIPH3HAKOB YHUKAJIBHO

MyX4Hbl UMEIT OJHY X-
XPOMOCOMY, MNO3TOMY
Jlaxe o4Ha MyTauud
NPOYABIFETCA Ccpa3y 6e3
«3anacHon» Konuu.

01

V XeHWwuH ase X-
XPOMOCOMbI, 4TO
MO3BONIFET
KOMIMEeHCMPOBAaTb
JepeKkTbl 0JHOro reHa
HOpMaJIbHOM KOMWen c
JPyroro XpoOMOCOMHOIO
Habopa.

02

U3-3a 3TOro MHOrme X-
CUenIeHHble
3a60/1eBaHN4A
BCTPeyalTCd Jale vy
MYXUMH, XEeHLWMHblI Xe
YaCTO YBNSAOTCH
6eCCUMMTOMHbIMK
HOCUTENSAMN .

03

Takad 0COB6EHHOCTb
OBbACHAET pas3nnumg B
yacToTe W MPOYABIEHUN
HaC/eACTBEHHbIX
bos1e3HEen Mexay nosamu.

04




(o LT 9

HACJIIETOBAHUE X-CHEIIIEHHOI'O IIPH3HAKA
IH1PU HAJIHYU U HOCHITEJA Y MATEPU

EC N MATb — HOCUTen bHMLl.a P BeposaTHoCTM HacniegoBaHUs X-CLEN/IEHHOTo Npu3Haka
DEeUeCcCMBHOI0o redHa, CbIHOBbS
UMEIOT BbICOKYI0 BEPOATHOCTb
3a607eTb, a Ao4yepun — CTaTb
HOCUTENSAMN.

PUCK 3a60/s1eBaHNA CUJbHO
3aBUCUT OT NoNa pebeHka,
UTO BaXHO Y4YUTbiBATb MpW
reHeTUYeCKOoM

KOHC)/J'I bTleO BaHW. BosibHbIE MasTbUMKK Llouepn-HocuTenn 30poBble AeTH

NCBI, 2021




(o LLET 10

IEMOPUITHA: HACJIEJJCTBEHHOE HAPVIIIEHHE
GBEPTBIBAHHA KPOBH

NCTOPUYECKHUE ITPUMEPBI
BOJE3HUN

[[emoonmen cTpadaam MHOrme
NpeACTaBUTENIN BPUTAHCKOW
KOPOJIEBCKON CEMbU, YTO
JIEMOHCTPUPYET nepeaadyy 60/1e3Hu
MO XEHCKOM JIMHUU U3 MOKOJIeHUS B
MOKOJIEHNE .

[EHETUYECKHME OCHOBBI
EMOOUNJINN

[[eModuIng Bbi3bIBAETCH MyTaLMEN B
reHe F8 Ha X-xpoMmocome. M3-3a
3TOr0 y MyXumH 3aboseBaHue

H
|

NPOSBNSAETCS, a XEHLWMHbl 06bIYHO
/b MEPEHOCAT MYTaHTHbIA FeH 6e3
CYMMNTOMOB.




LLET 1

CHEILVIEHHBIX IIPHUSHAROB
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VT B

-

JNAJIBTOHHU3M: OJJTHH U3 CAMDBIX PACITPOCTPAHEHHDBIX X-

[IpNUYMHBl JabTOHW3MA N TEeHEeTUYecKad
OCHOBa

YacToTa Aa/IbTOHM3MA CPeaAn MYXUUH W
XEHLLH

JlanbTOHN3M BbI3bIBAETCH MyTaUMAMU B FEHAX OMCUHOB,
NIOKANM30BaHHbIX Ha X-XPOMOCOME, KOTOPble O0TBEYaT 3a
BOCNPUSATME LBETa. M3-3a 3TOr0 HapywaeTcs
pPacrno3HaBaHWE OMpeaesiEHHbIX OTTEHKOB, ualle BCEro
KpacHOro M 3eneHOoro LBeTa.

B EBpone oK0/s10 8% MyXuMH CTpadalwT Aa/ibTOHU3MOM,
TOrJga Kak y XeHWWH 3TOT MoKa3aTeslb COCTaBNdeT
BCero okoso 0,4%. Takoe pa3nyme CBdA3aHO C
Ha/IMYMeM 0AHOM UM ABYX X-XPOMOCOM Yy pa3HbiX MOJOB.




LT 12

Y-CIHEILTEHHDBIE ITPU3HAKH: OCOGEHHOCTUH

U 1HPUMEPDI

Y-XpOMOCOMa MepesiaeTCy
TOJIbKO OT 0OTUA K CbHY,
MO3TOMY BCe Y-
CLer/sieHHble Npu3HaKu
HacneaylTCcd Mo MYyXCKOW
JIMHUN BE3 y4yaCTud
XEeHLLMH .

NW3BECTHble Y-CLenJjeHHble
NMPU3HAKK BKJIOYAOT
rMNepTpMxo3 ylen —
N3bbITOYHOE 0BOJIOCEHME,
a TakKxe
NpeapacrosioXeHHOCTb K
MYXCKOMY Becnioavio.

V XEeHIWWH OTCYTCTBYIOT Y-
cLensieHHble nMpu3Haku, a
KOJIMYECTBO W3BECTHbIX
3ab0n1eBaHN, CBA3aHHbIX
C Y-XPOMOCOMOMN,
3HAUNTENIbHO MeHble,

yemM y X-CLenseHHbIX.




5

PACIHIPEJEJEHHE X- U Y-CHEILIEHHDBIX

3ABOJIEBAHHII IT1O IT1O.TY

JaboneBsaHus, CcLenjeHHble C
X, 3HayuTesNbHO vale
NMPOSABNSAIOTCA Y MYXUUH, UYEM Y
XEeHUWH, 6naroaaps
0CO6EeHHOCTSAM Hac/iea0BaHUSA U
JI03MPOBKE EeHOB.

X-cuenseHHble 601e3HU
NPenMyllecCTBEHHO NopaxawT
MYXUYMH, TOorjJa Kak Y-
CL.enjieHHble BCTpeyvyalTCc4
NCKJIOUNTENIBHO Y MYX4YMH, 4TO
OTpaXxaeT CTPYKTYPY MNOJIOBbIX s-cuen
XPOMOCOM.

90

I YacTorta 3aboneBaHuid, cLUEmn/IeHH

bIX C MNOJ/IOM
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0

Kb
-cuennet N-cue

WHO, 2020




LT 14

KOMILTIEKC bAPPA — HHARKTHUBAITHA OJHOH X-
XPOMOCOMBI ¥ ;JKEHIIIHH

XeHCKne KNeTKM PeryampyiT akTMBHOCTb eHOB
C MNMOMOLWbI WMHAKTUBALWM OJHON W3 ABYX X-
XPOMOCOM, 4TO6bl M36EXaTb M3BLITOYHOI O
NnpoAyuMpoBaHNA 6e/K0B, UYTO MOAAEPXMBAET
6banaHC C MYXCKUMU KNETKaMWu.

OTKpbITME KOMMMIEKCHOrO 6appa Mo3BONSAET
BM3Yya/M3MpoBaTb HEaKTUBHYID X-XPOMOCOMY B
9Ape KJIETKWM MoA MUKPOCKOMOM C
MCMOJIb30BAHWEM CMeUMabHbiX KpacuTenem —
METOA aKTWMBHO MPUMEHAETCH B MEHETUKE.




5

IIPUMEPBI ITPH3HAKOB H 3AO.IEBAHHII,
CIIEILIEHHBIX CX H Y

CpaBHUTE/IbHad Tabavua Haubonee
PACMPOCTPAHEHHbIX MPU3HAKOB U
3a60/1eBaHUN, CBHA3aHHbIX C X U Y-
XpoOMOCOMaMn, NEMOHCTpPUPYET
pa3/Muyng B 4yacTOTe M TunNax
Hac/elyeMbIX MNMPU3HaKOB.

Tvin

[lpuMepbl MpM3HAK0B M 3a60JIeBaHUN

X-cLenneHHble 3a60neBaHUd
60osiee pa3Hoo6pa3Hbl U
PAacrnpoCcTpaHeHbl BCAeACTBUE
6o/bllero ymcna reHoB Ha X-
XpoOMOCcoMe, Y-cuenJeHHble
NpU3HaKWU OrpaHnyeHbl U
cneunduyHbl.

X_

[lanbTOHM3M, remMopunnga A, MbllleyHas

CLenieHHble amcTpoounga JlioweHHa
Y- .

[MNepTpnuxo3 Vylen, MyXCKasd CTepWIbHOCTb
CL.ensieHHble

OMIM, 2022




Ul 16

AHAJIA3 POJOCJIOBHBIX JLIA
BBIABJIEHUA CHEILIEHUA

HHPUHSHAKOB ¢ HHOJIOM

Co0p AaHHbIX

CocTaB/IeHME CEMEWHOr o
JlpeBa C MoJpo6Houn
NHOOPMaLMEN O 3ab60s1eBaHNN
N MOMOBON MPUHAANEXHOCTU
MNO3BOJIFET MPOCAEAUTb
Hac/ieaoBaHMe MPU3HAKOB.

01

ObHapyxeHne
33KOHOMEPHOCTEW

cnonb3ys JaHHble, BbIABNSAOT
CXEeMy repejgaun npr3HaKoB,
HanpuMmep, cuersexHme c X
MM Y-XpPOMOCOMOW Ha
OCHOBaHWW MOABUBLIMXCH
C/IyyaeB B MOKOJIEHUAX.

02

BoiBOAbI U
MPOrHO3MPOBAHME

Ha ocHOoBe aHa/m3a
POAOCJ/IOBHOM MOXHO
ONpeaennTb HoCUTeneu
MPpU3HaKa W npeackas3aTb
PUCK MNPOSAB/IEHUS
3a60/1eBaHNSA B CJIeaVYoUnX
MOKOJIEHUAX .

03




TR 17

METOIbI
JATHATHOCTHRH
BOJIE3HEN,

CIEILIEHHDBIX C
110 I0M

CoBpeMeHHble MeTobl, Takme kKak JHK-
aHanm3 u [UP, no3BONAT BbIABAATb
MyTauWMM B MOJIOBbIX XPOMOCOMax C
BbICOKOWM TOYHOCTbIO, UTO CAYXAUT
OCHOBOW ANY paHHEeW ANarHOCTUKU
3a60/1eBAHNN.

01

[lpeHaTasibHa4d AMarHOCTUKAa AaeT
BO3MOXHOCTb 0BHaApyXWTb CLEenieHHble C
NMOJIOM MaToJIOrUM Ele A0 POXAEHWUSA,
0becrneymBasl CBOeBpPEMeHHOe
MeJVLMHCKOe BMeWaTenbCTBO U
MHOOPMMPOBAHNE CEMbW.

02




18

3HAYEHUE 'EHETUERKH ITOJIA LIS MEJUITHHbBI

U OBHIECTBA

eHeTMKa MnoJjla NnoMoraeT
1NaHMPOBaTb CEeMbU, MUHUMUINPYI
DUCK rnepejayn Hac/eACTBEHHbIX
3260/1eBaHA 1 0BECcneynBad
310pOB0OE MOTOMCTBO.

PaHHee BbigB/1eHWME 60/1e3HEN,
CLLernjieHHbIX C roJjioM, CnocobCTBYET
CBOEBPEMEHHOMY JIEUEHUIO U
YNYUWIEHMI0 KayecTBa XW3HU
NauMeHTOB.

3HaHME B 3TOM 06/1aCTW MOBLILAKT O6IWECTBEHHYID TOJIEPAHTHOCTb W CHMXAKT
CTUrMaTU3auuio JIoaenm ¢ HacsleACTBEeHHbIMA 0CO6EeHHOCTSMM.




LT 19

NTHUYECKHUE BOIIPOCHI U IIEPCIIEK‘ THBbDI

HCCJIEJOBAHIHU

[ EHeTVYeCKMe TeCTbl TPebyklT CTPOroro
COBM0AEHNSA KOHOUAEHUMAIbHOCTU WY
NMHPOPMMPOBAHHOI0 COrnacuy nmauveHTa And
3alNTbl IMYHBIX AAHHbIX .

BO3MOXHOCTW TeHHOW Tepanum Wu
PeJlakTUPOBaHMA eHOMa OTKPbiBAOT HOBbIE
NepCcrneKTMBbl, HO Bbi3blBAIOT BOMPOCHI
6e30MaCHOCTU U 3TUKMN.

CywecTByeT pPUCK AUNCKPUMUHALMK Ha
OCHOBE TreHeTuYecKon MHpopMaLuMn, JTO
TPpebyeT pa3pabOTOoK 3aKOoHOAATEeJsIbHbIX
HOPM.

VrnyeneHHoe W3ydyeHune BJINAHUS MO0BbIX
XPOMOCOM MOMOXEeT C03/JaBaTb LieseBbie
MEeTOoJbl JIeYeHUa W yaydwaTb MOHUMaHWe
HaC/leACTBEHHbIX 60/1e3HEN.




SHAYHUMOCGCTH
H3YUYEHHIHA

T'EHETHEKH I10.IA
st [ A
COBPEMEHHOI O
OBIIECTIBA \ /

[lOHMMaHMe Hacea0BaHUd MPU3HAKOB,
CLIeNNIeHHbIX C MOJIOM, CMOCOB6CTBYET
DAHHEMY BbIAB/IEHUIO 3a60/1eBaHUN U
GOPMMPOBAHMI0 OTBETCTBEHHOI0 OTHOLWEHUS
K reHeTuyeckon MHoopMaumm cpeau
MOJIOZIEXM W OBLEeCTBa B LEJIOM.




