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M3BecTHO O0Jiee 26 THIC. MOHOT€HHBIX 3a00JICBaHUI YEJIOBEKA.

BONBIIMHCTBO W3 HUX WMHAMBHUAYaJbHO PEIKH, HO BMECTE OHH
3arparuBatroT ot 1% nmo 2% HaceneHus B 1eiaoM. J[MarHocTuka,
paccieioBaHUE U CEMEMHOE BEICHHME dTUX PACCTPOMCTB IPEACTABIISIOT
CoOOM OCHOBHYI MpoOieMy pabouedl Harpy3ku B KIMHHYECKOH
TCHETHUKE.
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I eHeTHYeCcKas KiIacCHPUKAIIUASA
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AYyTOCOMHO-IOMHMHAHTHBINA TUII HACJIEIOBAHUSA

» Jlna  OonmbmHCTBA  OONE3HEH C  ayTOCOMHO-JIOMHHAHTHBIM  THIIOM
HACJICAOBAHUSI XAPAKTEPHBI IATOJOTMYECKUE COCTOSIHUSI, HE HAHOCSIIHE
CEpPbE3HOTO yIilepOa J1sl 3M0POBbS U B OOJIBIIMHCTBE CIIy4aeB HE BIMSAIONIME Ha
PEIPOAYKIIHIO.

» llaTomornueckuii MpU3HAK MPOSBISIETCS B TOMO3UTOTHOM U TE€TEPO3UTOTHOM
COCTOSTHUH.

» llaTomornyeckuil MprU3HAK BCTPEUYAETCS B KaKJAOM ITOKOJICHHUU POJOCIOBHOM -
BEPTUKAJIBHBIN THUIT HACJIEIOBAHMUSI.
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AYTOCOMHO-IOMHUHAHTHBIN THII HACJIE€I0BAHHUSI

CootHotieHne 00JbHBIX 1 3A0POBBIX MpUOIMKaeTes K 1:1.

CooTHOIICHUE MOPAKEHHBIX MYKYMH U KCHIIUH OJIMHAKOBOE (MyTaHTHBIN I'€H
HAaXOAUTCSI B ayTOCOME).

[TopakeHHBIE MY>XKYMHBI M KEHIIWHBI OJWHAKOBO II€PEAarOT IAaTOJOrHYeCKUI
MPU3HAK CBOUM JIETSIM - MAJIBYMKaM M JICBOYKAM.

B Opake IByX OOJIbHBIX POAUTENICH POXKIAIOTCS JIETH, Y KOTOPBIX MYTaHTHBIN
I€H HaXOAUTCS B TOMO3WMIOTHOM COCTOSIHMM, B TakOM cliydyae OO0Je3Hb
MPOTEKAET TSHKEJIEE U BO3MOYKHA ITpeHaTalIbHAsI CMEPTh.

» B Opake 310p0oBOro M HOCHUTEIS MHaTOJOrHYecKoro mpu3Haka 50% moTromcTBa
HACJIEAYIOT MATOJIOTMYE€CKUN pru3HaK, 50% - MOTOMCTBO 3/I0POBOE.

YV VWV VYV

Poautenn ITotomcTBO Puck ajs moromMcTBa

bonpHOI 1 310p0oBHINA D/d X 72 D/d "2 OONBHBIE,
d/d 72 d/d "2 3I0pOBBIE

bonpHol 1 6onpHOM D/d x D/d % D/D Ecnu noHoe TOMUHHUPOBAHUE:
15 D/d %4 OOJIBHBIX,

Vad/d Y4 3MOPOBBIX
Ecnu HEnmoJstHoe JOMUHUPOBAHUE:
2 0OJIbHBI aHAJIOTUYHO POJIUTEISM;
Y4 00bHBI 00JIe€ CUIIBHO, YEM POAUTEIIH,
Y4 3IOpOBBIE




AYyTOCOMHO-IOMHMHAHTHBINA TUII HACJIEIOBAHUSA

» Y 310pOBBIX JIeTei OOJBHBIX POAUTENIEH BCE TOTOMCTBO 3I0POBOE.

» Tlomumopdusm KITMHUYIECKON KApTUHBI B CEMbE (IKCIIPECCHSI TEHOB).

» Bricokas BapnabenpbHOCTh CPOKOB Hauajia 00JIE3HHU B OJTHON CEMbeE.

» 3HaumMas 4acTh M30JIMPOBAHHBIX CIIy4aeB — CIIEJACTBHE HOBOW MyTaiuu. Yem
MEHBbIIIE TPUCIIOCOOIEHHOCTh, TeM OO0JIbIIIE T0JIsl HOBOW MYTAaIlWH.

» UeM Tspxenee 00JIE3HDb OTpa)kaeTCsl HAa PEIPOIYKIIMH, TEM OOJIbIIIE MPOIOPITUS
CIIOPAJIUYECKUX CIy4acB (HOBbIC MyTaIlUH).

» Ilpu TOMHUHAHTHOM THUIIC HACJIEIOBAHUSI MOKET OBITh MPOITYCK B IMTOKOJICHUSAX 32
C4eT Ciab0  BBIPAXKEHHBIX, “CcTepThIX’  Qopm 3abojeBaHus  (Mayas
AKCIPECCUBHOCTH) MJIU 32 CYET €ro HU3KOM MEHETPAHTHOCTH (KOTJa Y HOCUTES
JAHHOTO T€HAa MPU3HAK OTCYTCTBYET). AYTOCOMHO-GOMMHAHTHO® HaCTedoBaHMe

Ha ceropsmuuii geds onucano okosno 3000 ayTocoMHO (Goner Meceoe

JIOMHUHAHTHBIX IMPU3HAKOB YEJIOBEKA.
Haubosiee 4acTo B KIIMHUYECKOM MPAKTUKE BCTPEUAKOTCS:
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CEMEWHAS TUIIEPXOJIECTEPUHEMMUS, B scopoesi
[ |BonsHoi

cunapom Mapdana,

Herpopuopomaros 1 tumna (0ose3Hb PeknuHrxayseHa),

CHUHIpOM Jnepca-Jlanno,

MUOTOHMYECKasI TUCTpoPusl,

aXOHAPOILIa3usl,

CoiH Loub Cuiy Loub

He COBCpIHGHHBIﬁ O CTCOFCHC3 (Bonen) (agopoea) (3nopos) (GonsHa)

U.S. National Librany of dicine




AYyTOCOMHO-peleCCUBHBIN TUII HACJIE0BAHUSA

» bonpmmHCTBO 00NE3HEH ¢ ayTOCOMHO-PEIIECCUBHBIM THIIOM HAcCJeIOBaHUS
OTJIMYAIOTCS TSHKEJIOM MaTOJIOTUEH, MOJT KOHTPOJIEM €CTECTBEHHOTO 0TOOpA.

» llaTomornyeckuii MpU3HAK MPOSBISICTCS TOJBKO B TOMO3UTOTHOM COCTOSHHHU.
['eTepo3uroToHOCUTENN (PEHOTUITMYECKHA HE OTIAUYAIOTCS OT 3I0POBBIX JIMII.

» llaTomormyeckuii IMpU3HAK 4Yallle MPOSBISACTCS 4Yepe3 IMOKOJICHHUE, C OONBIIOM
4acTOTOM Y CHOCOB Ipo0OaH/1a - TOPU30HTAIBHBIN TUII HACIEIOBAHHS.




AYTOCOMHO-pPELeCCUBHBIN THII HACJIEAOBAHUS

Ponutenn OonpHOro pebOeHKa (EHOTHUIMHWYECKH 370POBBI, HO  SBIISIIOTCS
reTePO3UTOTHBIMU HOCUTEISIMU MYTaHTHOTO T€HA.

C pocTtoM unciia cHOCOB PacTeT YacTOTa MaToJ0TMYECKOro MPU3HAKA.

C pocToM unciia KpOBHOPOACTBEHHBIX OPAaKOB pacTET YacTOTa MPU3HAKA.

B Opake 2-X reTepOo3UroTHBIX HOCHUTEJIE MYTAaHTHOTO I'€Ha PUCK MOSIBJICHUS
0oJibHOTO - 25%, 300poBOrO - 25%, HOCUTENEH MyTaHTHOTO reHa - 50%.

B Opake 2-x 00JIbHBIX (TOMO3UIOTHBIX ) CYIIPYTOB BCE AETU OOJIBHBIE.

B Opake OOJBHOTO CO 3I0pPOBBIM  (3MOPOBBIM HE TIE€TEPO3UTOTEH)
(EHOTUNMUYECKH 3I0pOBbIC JeTHU (T€TEPO3UTOTHHIE HOCUTEIIM MYTAHTHOTO
r'CHA).

B Opake 001pHOro ¢ HOCUTEIeM MyTaHTHOro re’a - 50% OO0JIbHBIX JE€TEH, YTO
UMUTHUPYET JOMUHAHTHBIN TUIT HACJAE0BaHUs (TICEBIOAOMUHUpPOBaHUE), 50% -
(PCHOTUMUYECKN 3I0POBBIX JET€l (reTepO3UTrOTHbIE HOCUTEIM MYTaHTHOTO
r'CHA).

» (O0a moja mopaxaroTcsi OJJMHAKOBO.

VV VVV V

A\

Poautean IToToMcTBO Puck njas moroMmcrBa

Hocurenb-nocutens R/r x R/t 4 R/R, 2 R/r, Vatr/t ¥4 310pOBBIX, ¥4 OOMBHBIX

Hocurens-00ipHOM R/1 X 1/1 a R/t Yo t/t Y2 GonbHBIE, Y2 3M0pPOBHIC

BonpHOM ¥ 00JILHOM /T X I/t r/r Bce 0onpHBI



AYyTOCOMHO-peleCCUBHBIN TUII HACJIE0BAHUSA

Ha cerogusimmuanii nedp wu3BecTHO Oojiee 1600
ayTOCOMHO-PEIIECCUBHBIX 3a00JICBaHUM.

[lo ayTOCOMHO-pELIECCUBHOMY THUITY HACIEAYETCA
a0COJIIOTHOE OOJIBIIIMHCTBO HaCJICICTBEHHBIX
3a00JIeBaHU 0OMEHa BelleCcTB ((pepMeHTOnaTHi ).

Haunbonee wyacTthle M 3HAYMMbIe B KJIMHUYECKOM
OTHOIICHUH:

v\ MyKOBUCIUZO03 (KHCTOGUOPO3 IOMKEIYIOUHOMI
YKEJIC3bl),

(heHUIIKETOHYpUS,

aJpEHO-TCeHUTAIbHBIN CUHIPOM,

MHOTHE (OPMBI HAPYIIICHUS CIyXa WX 3PCHUS,
MYKOIOJIUCAPHU/IO3HI,

[JIMKOTE€HO3BI.
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Ayrocom HO-peuecCcMBHOE HacneanoBsaHue

(B HOCWI’Eﬂb l//

ChbiM LIOub CbIH
(3popos) (HocuTeNb) (HOCUTENb)
U.S. National Librany of Medicine

MaTts

OTrey
(HOCWTENb) (HocuTENb)
1] |
Bl 3z0poe
[ |Bonew

ug

Aoub
(BonsHa)




X-CHEeILIEHHBIU JOMMHAHTHBLIM THII HACJIEA0OBAHUSA

» JKenmuna, yHacaeq0BaB OT OJHOTO M3 POAUTEIICH MAaTOJOTMYCCKUI T'eH,
ABJISIETCSI TETEPO3UTOTHBIM HOCUTENEM (Y Hee 2 X-XpOMOCOMBI), 2 MYy>KUMHA -
TOMO3UTOTHBIM HOcUTesneM (y Hero 1 X-xpomocoma).

» [lopaxkaroTcst 1 My>KYMHBI M )KCHIITAHBI, OOJIBHBIX KCHIIIMH B 2 pa3a OoJIbIIIE,
YeM MYXKYHH.

» BonbHbIC )KEHIITUHEI ITepearoT MyTaHTHBIN TeH 50% cpiHoBel 1 50% modepeii.

» bonpHOI MyX4MHA TIepeaacT MyTaHTHBIN T€H BCEM J0UYEPSIM U He TepeiaeT
CBIHOBBSIM, T.K. IOCIICTHUE MOJIYYarOT OT OTHA Y-XPOMOCOMY.

» JKeHIMHBI (reTepO3UTOTHBIC HOCUTEIN) OOJICIOT MEHEE TSHKEIIO, YeM MY >KINHBI

(rOMO3UTOTHBIE HOCUTEIIN ).

» Y KCHIIIUH BBICOKUI TTOJIMMOP(PHU3M KIMHUYECKOW KapTHHBI.




X-CHEeILIEHHBIU JOMMHAHTHBLIM THII HACJIEA0OBAHUSA

FOPOBLI oabHaR
oTeIl J Marh

3a00acBaHUs, XapaKTePU3YIOIIHE  X-CICIUICHHBIM
JIOMUHAHTHBIM HACIICIOBaHUEM:
v’ BuTaMuH J[-pe3MCTEHTHBIN PaXMT,
v/ pOTO-JHNIE-NANIBIEBBII CUHIPOM, - ol
v' cunapom bioxa-Cynbubeprepa, h
v’ (DOIUIMKYISAPHBIN ¥ MIMTMEHTHBINA KEPATO3,
v' curgpom Konpagu-Xronepmana

[ 8 a1

IOPOBLIT domsHaa  DoJmHOM yloposas
ChiH Ao ChiH Y

Poaurenn deHoTHI Y AeTel

BoJIbHOM MY>KYMHA U 310pOBas Jlouepu: BCE HOCUTEIIH,

xeHmuHa Xy/Y x X /X, CBIHOBBS: BCE 3I0POBBI

310POBBIN My>XKUMHA U OOJIbHAS Jlouepu: 2 310pOBbI, 72 OOJBHBI,
xeHmmHa X, /Y x X/ Xy CBIHOBBS: /2 310pOBBI, 2 OOJIBHBI




X-CIEeIVICHHBIN peleCCUMBHBbIM THUIT HACJIET0OBAHUS

Kenuipna SBISETCS TETEPO3UTOTHBIM HOCHUTENEM, T.€. (PEHOTUIIMYECKHU
310pOBa. BOJICIOT TOJBKO MY>KUMHBI.

JloJist yHacIieIoBaHHBIX cllydaeB Oosee 2/3.

BosbHBIE MYKUYMHBI MTEPEIAIOT MATOJOTUYECKUN TeH BCEM CBOMM J0UEPSM U HE
nepeaatoT ChIHOBBSIM.

Bce deHoTMNMYECKH 3I0pOBBIE J04Yepud OOJIbHBIX MYXKYUH  SIBJISIFOTCS
HOCUTEJIbHUIIAMH MYTaHTHOTO T'€HA.

310pOBbIE MY KYMHBI HE MEPEIat0T MAaTOJIOTHYECKUM TPU3HAK TTOTOMCTBY.
bosie3nu ¢ HapymieHHOU penpoaykiuen (Muoauctpodus JlromenHa-bekkepa) B
2/3 ciy4dasix HacleOyKTCS OT MaTepel-HOCHUTEIbHUII U B 1/3 - 3TO HOBBIC
CIIOpPaJUYECKHUE MyTallui. bOIeIOT TOIBLKO MaJIBUHMKH.

VvV WV VYV




X-CHeIVICHHBIA peleCCUBHbIA THIT HACJICIOBAHUS

» B Opake >XeHIUHBI-HOCUTEIBHHUIIBI MyTaHTHOTO T€HA CO 37I0POBBIM MYKUMHOU
50% wmanpunkoB - OoJyibHBIE, 50% ManpuukoB - 310poBbie, 50% aeBOYEK -
HOCUTEJIbHULBI MyTaHTHOTO TeHa, 50% JIeBOYEK - 3/I0POBBIE.

» B Opake >KeHIIUHBI-HOCHUTEIBHUIIBI MyTAaHTHOTO T'eHa ¢ OONBHBIM MY>KUMHOU
50% wmanpuukoB - OoJyibHBIE, 50% ManpuuKkoB - 310poBbie, 50% aeBoYEK -
HOCHUTEIBHUIIBI MyTAaHTHOTO TeHa, 50% neBoYeK - OOJIbHBIE.

» B Opake 370pOBOM JKCHIIMHBI (HE HOCHUTCIBHUIIBI MYTAaHTHOIO TI€HA) C
O0onmbHBIM  MyxunHOM 100% wmampunkoB - 3mo0poBbl, 100% geBouek -
HOCHUTEIbHUIIBI.

Poautean

bosibHOM My’KUMHA U 310pOBas
xeHmuHa X,/Y X X/ Xy

310pOBBIN MYy»XYHMHA U )KEHILNHA-
HocuTenb Xy/Y x X/ X,

boIbHOM MY>KUMHA U KEHILMHA-
HocuTenb X,/Y X Xi/X,,

deHOTHN Y AeTel

Jlouepu: BCE HOCUTEIIH,
ChIHOBBS: BCE 3I0POBBI

Jlouepu: 2 310pOBBI, /2 HOCUTEIH,
CbhIHOBBSL: 2 37T0POBBI, 72 OOJBHBI

Jouepu: 2 00nbHBI, Y2 HOCUTENH,
CBhIHOBBS: /2 37I0POBBI, 2 OOJIBHBI




X-CIEIJICHHBIN peleCCUBHBIM THUIT HACJIET0OBAHUS

3aboneBaHus, xapakTepusyromue — X-clericHHBIM RS ETELEiliE
Oreu:

PELIECCUBHBIM HACJIEJOBAHUEM: B o

remounus A u B

0onesnb Jlema-Huxana
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Y-cuenJieHHbIN (FroJJaHaApUYeCKHMN)
THII HACJICAOBAHUS

» B Y-xpomocoMe HaxomsTCsi T€HBI - OTBEYAIOIIME 3a cIiepMaToreHes ((axrop
a300CIEPMHUH), KOHTPOJIUPYIOIINE HHTEHCUBHOCTh POCTA Teja, KOHEYHOCTEH U
3y0O0B, OIIPEACIAIONINN OBOJIOCEHUE YIITHON PAKOBUHBI.

» Ilpu3Hak nepenaeTcs BCeM MaJIbaMKaM.

» Ilpu3HaK NpOoSBISIETCS TOJIBKO Y JUIL MY>KCKOTO IOJIa.

» Ilaronorunueckue MyTaIruu, 3aTparuBaroIe GopMupoBaHUE CEMEHHHUKOB HITH

CIIepMaTOTeHE3, HACIEAOBAThCS HE MOTYT, TaKUE WHIWBUJIBI CTCPUIIHHBI;

» Ecnu B Opake 370pOBOM KEHIIWHBI M OOJIBHOTO MY>KYHMHBI POKIAIOTCS TOIBKO
JICBOYKH, TO Iepefadya MaTOJOTMYECKOro MPH3HAKa CIASAYIOMHMM ITOKOJICHHUSM
IpephIBACTCS. T spopores wars
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MHUTOXOHAPHAJIBHBIM TUII HACJIETOBAHUS

MuTtoxoHapuU NEPEAAIOTCA C IUTOILIA3MON SUIEKIIETOK (B KaXKI0M
sitexyeTke - 25 000 MUTOXOHAPHUN, COJIepKalllel KOJIbILIEBYIO XPOMOCOMY ).
bone3Hs nepegaeTcs TOJIbKO OT MaTEPH.

BoJIeIOT U 1IEBOYKH, U MATTBYUKH.

BoJibHBIE OTIIBI HE MEPEIAIOT O0JIE3HN HU JOYEPSIM, HU CHIHOBBSIM.
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MHUTOXOHAPHAJIBHBIM TUII HACJIETOBAHUS

B Hacrosmiee BpEMs OITMCAaHO OKOJIO 70 WOPOBBI  GonpHas  GompHoll  saopoBad
pa3IMYHbBIX 3a00JICBaHUM, P KOTOPHIX iiting el i s
O0OHapy>KEHbI MyTallMX MUTOXOHAPHUATILHOM
JITHK:

v’ arpodus 3puTeNBpHOrO Hepsa Jlebepa,

v\ MUTOXOHIpHAIbHBIE MUOIIATHH,

v cunapom MELAS (MuTOXOHApHAIBHAS
sHIIC(DaTOMHUOIIATH, JJAKTaT aluI03,
CYJIOpOTH),

v’ mapyxnas opraasmoruierust Kepraca-
Ceiipa,

v’ JIWIIaTalMoOHHAs KapauonaThs U JIp.

B HopMma
| | syranpas




AJITOPUTM oOIpeaeIeHUs] TUIIOB HACJIeA0BAHUSA
IreHHBIX 00JI1e3HeH

BCTp €4acTCsA B KaXK10M

MTOKOJIEHU U
y N
[Tepemaercs OT My>KYUHBI K My>K4KHBI TTOABEPKEHBI
MYXYUHE? OOJIbIIIE KEHIUH?
Boseror TobKo HET OTI[BI IEPENAIOT X-CIeTJIEHHBIN AyTOCOMHO-
MYKYUHBI? ) BCEM JI0UEPSIM pELECCUBHBIN pELECCUBHBIN

\ﬂa
Aa l — X-CHeIIEHHBIN
JTOMHUHAHTHBIN

Y-cueruieHHblli  Bee getu 0oneroT y 00IbHBIX
Marepei?

MuUTOXOHIpUATLHBIN AyTOCOMHO-
JIOMUHAHTHBIN



AJITOPUTM oOIpeaeIeHUs] TUIIOB HACJIeA0BAHUSA
IreHHBIX 00JI1e3HeH

MoryT ObITh YHACJIEOBAHBI
OT 3I0POBBIX pOAUTEIECH?

y HET

IToromcTBO JACBOYCK U MAaJIBYNKOB

o " Bonerot Bce netu ot 00bHON
3a00JIEBAIOT C OMHAKOBOU YaCTOTOU

Marepu
Aa HCT
I[y \I‘{eT
AyTOCOMHol 3a00JeBaIoT MUTOXOHAPUATbHBIH AyTOCOMHO-
PCHCCCUBHBIN  Gonpriie 1eBOYKH JIOMHUHAHTHbIN

JIV \ICT
. bonesns nepenaercs
X-CLEIUIEHHBIN
BCEM MaJIbYUKaM B

JTOMUHAHTHBIN
ceMbe?
y W
Y-CUeIIeHHbIN X-CLCTICHHBIN

pPELECCUBHBIN



3agaHus 1Jid 3aKpenJieHus
onpeac/JImTe TUII HACJICAOBAHUA




3agaHus 1Jid 3aKpenJieHus
onpeac/JImTe TUII HACJICAOBAHUA

VY -clrieTuIeHHEIN

MHUTOXOHIPHUAJIbHBIN X-CHEIUICHHBIN JOMUHAHTHBIN AyTOCOMHO-PEIIECCUBHBIN



Cnacuoo 3a enumanue!



