3apayval. lonybornasein npaBwa (AOMWHAHTHBIA MPU3HAK)
XXEHUNCA Ha Kapernason npaslle. ¥ HUX poausiocb OABOE AETEW:
Kapernasbin resBwa W ronybornasein npaswa. Onpegenurte
BEPOSATHOCTb POXAOEHMA B 3TON CeMbe ronybornasbix AOeTewn,
BrnagerLwmx npenmyLLecTBEHHO NIeBON PYKOW.

3agaya 2. TeMHOBOMNOCbIM (OOMWMHAHTHLIA NPU3HaK), He
MMEIOLLIMA BECHYLUEK MYXXYMHA >KEHWUNCS Ha CBETIOBOSIOCOU
XEHLWWMHEe C BeCHyWKaMn (OOMMHAHTHBLIA TMPU3HaK). Y HUX
POOUNCSA CBETMOBOSIOCHIN CbiIH 0e3 BecHywek. OnpeoennTb

BEPOATHOCTb POXAEHUS Yy HUX TeMHOBOMNocoro pebeHka c
BECHYLLUKaMW.



I eHeTYHKA 1TOJIA.
HacéaenoBanue,

- HCIIJICHHOC €
HoJIOM



11071 - 310 coBoKynHOCTHE MOP(0JIOrHYECKHX,
(pHU3HO0JIOrHIeCKUX, OMOXUMMYECKUX U APYTHX
IIPU3HAKOB OPraHu3Ma, 00y CJI0BJINBAIOIIUX
BOCIIPOU3BeAeHHEe cede Iea00Horo.



IlogoBbIe

AYTOCOMBI (rerepoxpomMocoMbl)

— XpOMOCOMBI, -XpOMOCOMBI, 110 KOTOPBIM
OJIMHAKOBBIC Y 000X I10JI0B. MYIKCKOI M KeHCKHIl T0.T

=0T IMYAI0TCH

Y 4eiioBeKa
46 xpomocom (23 mapnbi)
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22 mapsbl ayT0COM 1 mapa
I10J10BBIX XPOMOCOM
g




11o/10BBIE€ XPOMOCOMBI

- X -XpomMocomMa CBsi3aHa C

oosbIe yem 300 0oJs1e3HAMMH
(1aJIbTOHM3M, ayTH3M, FreMopuIus,
YMCTBEHHOE pPa3BUTHE, MYCKYJIbHAasA
aucrpogus).

* X- XpOMOCOMBI MOT'YT 3aTPAruBarh
MY2KYMH, T.K. OHM He UMEIOT JAPYrou
X XpoOMOCOMBI, YTOOBI JATH
KOMIICHCAIMIO 32 OIMOKMU.

X-xpomocoma




oMBI

-XPOMOCOMBbI

Menbl1e pasmepom,
yeM X-XpoOMOCOMa

CoaepKUT MeHbIIIEee
KOJINYECTBO IT'€HOB

e M3BEeCTHBI
HECKOJIbKO
NMPU3HAKOB, F€HbI
KOTOPbIX TOJbKO B
Y-xpomocomax u

nmepeaarTca oT oTHAa

BCE€M CbIHOBbLSM,

RHYKAM M T.JI.

HOJIOBbIe XpOMO

Takux 2eHoe onucaHo 6 (uxmuos,
penOHku Mexay nasabuyamMu Ho2 u op.)

‘.0‘ .
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S5 TUIIOB
onpenaeJaeHus

CyuiecTBye
XPOMOCOMHOQ



pPaKTepeH 1
JIEKOIIUTAILIMX,
B TOM YHCJIE I
YyeJI0BeKAa, YepBeH,
PaKo00Opa3HbIX,
00JIBIIUHCTBA
HACEKOMBIX,
3eMHOBOJIHBIX,
eKOTOPbIX PbIO



/

o XapakrepeH ajs
THII,
PECMbIKAKOIIUXCH,
HEKOTOPbIX
3¢MHOBOJIHBIX U
pPbI0, HEKOTOPBIX
HACEKOMBIX
(YemyeKpbLIbIX)

2 THII * XY * XX




3 THII ° XV ¢ X0

(0 o003HauUaerT
OTCYTCTBHE
XPOMOCOM)
BCTpPEYAETCH Y
HEKOTOPbIX
HACEKOMBbIX
(mMpAMOKpBLIbIE)



>
4 TN ° X0 o XY

* Berpeuaerca y
HEKOTOPbIX
HACEKOMBIX
(paBHOKpbLIbIE-
UKAAbI, TJIH)




T anJIouIHo- /

S THII TMILJIOMIHBII
THII

BCTpevaeTcd y mueda
U MypPaBbeB: CAMIIbI
Pa3BUBAIOTCS U3
HEOIJIOA0TBOPEHHbIX
ranJIOuJIHbIX
SAUIEKJIETOK
(mapreHoreHes),
CaAMKH — U3
OIJIOAOTBOPECHHBIX
TMILJIOM/THBIX).



HaciienoBanue, cuenJjieH C I10JIOM
— HacCJIeI0OBAHME MPU3HAKOB, I'€HbI

KOTOPbIX HAXOAATCS B
XPOMOCOMAX.
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DOJIBIIIMHCTBO I'CHOB
B X-XpOMOCOMeE He

00JBLIINHCTBO I'€HOB
B Y-XpOMOCOME HE UMEIOT

HMei‘" aJ1J1eJIbHOU Mapbl B
aJ1J1eJIbHOM Maphl B X-XxpomMocome

e T Y




AJL1eJIH — pa3JIM4YHbIE COCTOS n(zmoro |
TOI'0 K€ I'eHa, pacnojaraouuecs B
onpeaeJeHHOM JIOKYC¢ (YuyacTKe)
FOMOJIOTUYHBIX XPOMOCOM M OIpeae/Isronue

Pa3BUTHE OJHOI'0 KAKPTO-TO NPU3HAKA.



Ilposi TCS
peuneCCUBHBIN I'eH,
UMEIOUINUCH B
reHoTHIIC B
UHCTBECHHOM YHCJIE.
Ecaun X-xpomocoma
COMEPKUT peleCCUBHbIN
reH reMo(unm, To BCe
MYKUHUHBbI OyIyT
reMo(pMJINKaMHu, T.K. Y-
_, | ; OMOCOMA HE COACPIKUT
AY o &8 HAHTHOIO aJlJIeJIsl.

boy (unaffectedl

1Y 25%




Ilpu3HaKu, ClIENJICHHEIC C I10JI0M

e Ilepenarorcs ot
MaTepu K
H04YepsiM U
CHIHOBbSIM, a OT
0TIA — TOJIBLKO K
H04YepsM




Oonapartenb HOpMaano;za?Mﬂ BUNOUT
TecTbl pons npeamMeTbl Tak, Kak no O Ha fneBoOMm
. CHUMKe, a AalfiIbTOHUK —/TaK, KaKk Ha NpaBoOM
MNO3BONAIOT BbIABUTDb
HapylweHus B
pas3nnyeHnu
KpaCHOro " 3esieHoro
Unm CMHero m

XeJiToro uBeToB.

PeueccusHbiIlU
2eH
dasibmoHuU3mMa
(usemoeou
csiernomal)
pacrnosiazaemcs
e
- XpOMOCOME



Ot marepu (nposoaHuka)

g . | XPOM@COMbI, O,O0IMKEH ObITb
\/ B ¢ x x yHaghiegoBaH pebeHKOM OT
Vo WA Vs epv -NpoBOAHUKA
O i eor ekl OMaJfibHON XPOMOCOMbI.
x A" OMOCOMHas napa maTtepm -
YA XX, otua - XY. Ecnu oTeu
borneH remocdunumen, To

A

Knioy
MyxuunHa, 6onbHON - XeHwmHa - NPOBOAHUK
remochunuen LA reHa remocunum

3 310POBLIN MYX4UHA - - 3nopoBan XeHwuHa

' x X-XpoOMOCOMa, Hecywasn rex
remochunum

-




HacnegoBaHue reHoB, NOKar30E
NMONMOBbLIX XPOMOCOMaX
[na ycnewHoOro peweHunsa 3T0ro Tuna 3agady

HeobXxoaAMMO YEeTKO npeacTaBiAaATb MEXaHU3M

HaclneaoBaHUA NOJNIOBBIX XPOMOCOM.

P Pxx  x o xy
raMeThl @ ® ®

F1 Qxx

| ' 20 % - B0 Y%




UCoO0OeHHOCMuU HacJiegoB8aHuUs eeHoe, cueri biX C
rnoJiom.

 1.0Tey Bcerga nepepaet cBoo X-xpoMOcomy agoyepu, a Y-
Xpomocomy — cbiHy. MaTb nepepaer X-XxpoMoCcoMy Unwu
CbIHY, UNTN OOYEepU.

e 2. lMpu3Haku, pasButne KotopbiFonpeaenseTcs reHamm,
eHHbIMW' B HEero MYHbIX y4yacTKax Y-
TCA Y MYX4YMH U HUKOr4a He

XeHHble B X-XpoMocomMax
Y XEeHLNH TONbKO B

XXEeHLMUH MOTYT
COCTOSIHUN, a Y



Penienue 3ang

e Pemiurh 3aaaun,
IpeaI0KEeHHbIC
YYUTEJIEM 110
HAHHOMU TEME

‘w
.



3agada Ne 1. ot poauTtenen, umeBLUUX NO (heHOTUNY HOpMaribHOe LBETOBOE
3peHune, poaunocb HECKOSIbLKO AeTeN C HOPMalnbHbIM 3PEeHMEM U OAUH MalnbyUuK
AanbTOHUK. YemM 3TO 00BbACHUTL? KakoBbl reHOTUNbLI poauTenen n aeTen?

eleHne!
XP - 300p0oBbIli CKpbITbIM HOCUTENEeM AaNbTOHU3Ma MOXET 6bITb

X9 - nanbTOHWK TONBLKO MaTb, NOCKONbKY Yy OTUA reH Aa/ibTOHU3MaA
P - HopManbHoe 3peHune NPoaBuICa Bbl PeHOTUNNYECKMN,
CnegoBaTtenbHO,

F, -y Bcex HopmanbHoe reHotun matepu XP X9, a reHotun otua - XPY,

3peHne n oanH Malb4ynk
[___| O XCiy P XD xCi ny

. Havtun: P-? G
LAY F, -? (reHoTunbl)

| | | | F}: XD X:} : X:)y : XD X\’j : Xny

340pP. 340p. 340pP. AaNbTOHUK
Otset: P: XP X9, XPy;

Fii 1 X X2 A XV TR 1 Xy

T YAAET. Yah TR R » T




Knaccuueckas remocunus nepenaew
peLuecCUBHbLIN, cuenMeHHbIN ¢ X-Xp@MOCOMOM,
npusHak. MyxumHa, ©onbHOU reModunuen,
XEHUINCA Ha 300poBou XeHwue (Bce ee npenku
Obinu 300p0BbLI). Y HUX poaunaghb 340poBas A0YUb.
Onpenenntb BepOATHOCTb poxgaeHNA 605IbHOro
remocdunuen pebeHka, ot opgka aTomn godyepu co
LMY>XYUNHOM.

Foos
o

Y aToro pebeHka remocunus -

HacneacTBEeHHbIN Heayr, nNpu

KOTOPOM KPOBb MNOXO0

cBepTbiBaeTcA N3-3a

aAeduunta ogHOro 13

| cBepTbiBakwOLWMX paKkTopoB

- S kpoBKU. OrpoMHas remaToma B
- aCTU rPYAHOMN KNETKM -

3Me BHYTPEHHero

IUAHUSA.
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/lomainHee 3agaHHe:

1. § 29, NoAroTOBUTHLCH K IPOBEPOYHOHA
10 32/1a4aM CO CHeIJIECHHBIM HACJIeJ0BAHUEM




