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O61beKT nccnepoBaHua: cembs baxTteesblx.

MpeameT nccnepaoBaHUA: reH anbbuHM3Ma (ero npossneHne s 8
deHoTMnE). y |

Llenb paboTbi: onpeaenntb Xxapaktep HacneaoBaHUs reHa
anbbnHM3Ma, CTeNeHb ero NPOABAEHNA B peHOoTUNe, BEPOATHOCTE'
Hac/seA0BaHUA U NPOABNEHNA AAHHOIO reHa B cne,u,yrou.l,mx
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1. CocTaBWTb reHeanormyeckoe Apeso cemMbn baxTeeBbix. i

2. BblACHUTb cTENEHb NPOABAEHUA MyTauumn B peHoTUNe, ANA 3TOro NPOBECTM aHKeTUPOoBaHUe

Y/IEHOB CEMbMU, Y KOTOPbIX reH NposaBaaeTcs B peHoTUNe No paay CUMNTOMOB, XapaKTepPHbIX
ANA pasHbix GopM anbbMHU3MA.

o reHeanormyeCrkomy gpesy onpenesintb Xxapaktep HacaeaoBaHNA reHa anbbuHM3Ma.

Mo peHOoTUNNYECKOMY NPOSBAEHUIO reHa onpeaenntb popmy anbbuHnama (rnasHaa nnm
KO¥HO-rNa3Hasn, BXOAUT 1N B COCTaB CUHAPOMHbIX 3aboneBaHui).

Ha ocHOBaHMKM NONYYEHHbIX AAaHHbIX CAeNaTb BbIBOA O BEPOATHOCTU NPOABAEHUA AAHHOM
MyTaLMM Y NOTOMKOB aBTOpa paboTbl.



Tunbl anbbuHU3IMa

OCA2 OCA2 MMas3o-koxHbi anbbuinam Tun 2

J J
[Na30-KOXHbIM aNbOUHU3M Tre1  ocas Fnaso-Kowsih ansGsuam Tun 3 NasHou afibbUHU3IM
SLC45A2 OCA4 Ma3o-KoXHbIA anbbuHuam Tun 4 & ~
n.d. OCAS MMa30-koxHbIA anbbuinam Tun 5
SLC24A5 OCA6 Na3so-koxHbiA anb6uHuam Tun 6
C10orf11 OCA7 MMas30o-koxHbI anbbuuuam Tun 7
GPR143 OA1 Fna3sxon anbbuHuam Tun 1
SLC38A8 FHONDA Curapom FHONDA
LYST CHS1 CuHapom Yeauaka—Xuracu Tun 1
fi ‘ & HPS1 HPS1 Curapom MNepmanckoro-Ilyanaka Tun 1
AP3B1 HPS2 CwuHapom Mepmanckoro-Tlyanaka Tun 2
//,/, a o s HPS3 HPS3 Cunapom Mepmanckoro-lyanaka Tun 3
/a ~ N HPS4 HPS4 CuHapom Mepmanckoro-fyanaka Tun 4
. V HPS5 HPSS Cunapom Mepmanckoro-lyanaka Tun 5
\ HPS6 HPS6 CuHapom Mepmanckoro-fyanaka Tun 6
DTNBP1 HPS7 Cwunapom Mepmanckoro-yanaka Tun 7
pr—— ST BLOC1S3 HPS8 Curapom lepmarckoro-Tlyanaka Tun 8 -
HOCHMTEeNs HOCHMTEN: BLOC1S6 HPS9 Cunapom Mepmanckoro-Tlyanaka Tun 9 npmuua .
AP3D1 HPS10 Cmmpou I'epuaucxoro-ﬂynnaxa Tun 10 SEOCREI
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Melanocyte: skin cell
that produces melanin

AymocomHo-peyeccusHsili X-cuenneHHoe peueccusHoe
mun HacnedoB8aHUS CuHmMe3 mesnIaHUHA 8 MesIaHOCOMAX  Hac1e008aHue



CemeuHbIN aHaMHe3

Cumntom/PUO

baxteeBa Haunsa
TarnpoBHa

LiBeT KOXHbIX CMYTbIN

LiBeT Bos1OC 6ptoHeT

OKpacKa pagy»xHoii 060/104KH Kapui

Hanuuwme natonoruii OpraHoB 3peHunn muonua

(HucTarm, actTurmaTuam, mmonus)

Hanunuue 3360ﬂeBaHMVI, CBA3AHHDbIX C HeT
HapyweHUAMU CBepPTbiIBAaE€MOCTU KPOBU
Hanwuuue y naymeHTa 3aboneBaHui, HeT

CBA3aHHbIX C XXeNyao4yHO-KUlle4yHbiMmu

paccTpoiictBamu (XpoHUYecKue)

HapyLwieHusa co cTOpOHbl UMMYHHOIA HeT

cnucrtembl

baxtees PywaH 1 Onecs, cbiH PywaH (V n VI-nokoneHue)

baxteeB PywaH
PaBuneBuy

6enbin
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YKenTbli
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rony6oi

Mmuonuma

HeT
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HEeT

baxteeB PuHaT
PaBunesunu

CMYTAbIN
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Kapwui

muonuma

HEeT

HEeT

HEeT

baxTteea
JBeNnHa

(cbiH)

CMYT /bl

6ptoHeT

Kapwuu

HeT

HeT

HEeT

HEeT

baxTteeB PywaH

PutHaTtoBHa
(BHYuKa)
PywaHoBuy

CBeT/bIN

Csetno-
pycbin

Kapui

HeT

HeT

HeT

HeT



PoapocnoBHoe ApeBO ceMbU baxTeeBblX

——




OnpepeneHne BepoOATHOCTU NPOABAEHUA aIbbMHU3MaA Y NOTOMCTBA

—A@ As | 1. BepoAaTHOCTb HocuTenbcTBa y baxTteeBa PuHaTta pasHa (69) 2/3 naun okono
(‘ ; 67%
L M’T G ] 2+ BEPOATHOCTb HOCUTENbCTBA Y baxTeeBoil IBeNINHDI (92) - 1/3 nnn okono 33 %
41 42 (2/3 x1/2)
. AA}{T) 3. BepoAaTHOCTb HOCUTENbCTBA Y byayuiero my»a 3senuHnol 1/70:
- f7«1m ;2 . aa (q?) — anbbuHoc
* AA (p?) - yenoBek, HageneHHbI MenaHNHOM
Eaxrees * Aa (2pq)- 2cemepo3uzoma, Hocumersb 2eHA
%9“; *  BCTPeYaemocTb aIb6MHOCOB B eBpOoneickMX cTpaHax paBHa 1/,,,, (23)
Cxema g% (aa), g=1/141;
CKpewuBaHus: * p+qg=1,cnepgosatenbHo p (AA)=1-1/141 = 140/141
I. P: Aa x Aa e 2pqg (Aa)=2 - (140 -1)/(141 - 141) = 1/70
F1:AA:2Aa: aa 4. BepoATHOCTb NPOABAEHUA aNbbUHU3MA Y NOTOMCTBA IBenuHbl - 1/840 nnu
Il. :; :: -XAAAA 0,12% (1/3 x 1/70 x1/4 (puck 6onbHOro pebeHKa Npu peLeccuBHOM Hacnea0BaHUM)

«YacTtoTta reHOTMNOB MO onpeAeneHHOMY reHy B NONyAALUN OCTAeTCA NOCTOAHHOW B pAAY
NOKO/IEHUM U COOTBETCTBYET YpaBHeHuIo p2 + 2pqg + q2 = 1» 3-H Xapgu-BanHpb6epra




BbiBOoAbl
1. XapaKTtep HacneaoBaHUA

aNbbMHM3Ma B cembe baxTeeBbix —
ayTOCOMHO-PEeLLeCCUBHbIN

2. Twun 3aboneBaHusa No peHoTUNy —
KOXXHO-rna3HaA dpopma.

BepoATHOCTb NpoABAEHUA
———-anbbnHM3Ma y NOTOMCTBA

EBeﬂMHbf""*1/84O mwnn 0,12% ...
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bnarogapHocTtu

Bbiparkaem 6narogapHoOCTH
KOHCY/IbTaHTaMm

Epmnnoson MapuHe MBaHOBHE —
Bpayy-reHeTnKy Hay4yHo-
NPAKTUYECKOrO LEeHTPa NCUXNYECKOTO
3/10pOBbA AeTen n nogpoctkos um. I.E.
CyxapeBoM 3a KOHCYNbTALMIO MO
BOMPOCaM NOCTPOEHMS
reHea/IorMyeckoro ApeBa, a TakKe 3a
NOMOLLb B NOCTaHOBKE AMarHo3a

TaKkrKe BblpaxKaem 61arogapHOCTb
Hawemy Hay4HOMY PYKOBOAUTENIO
YenapHoBoW AHacTacun bapoHOBHE, a
TaKXe poanuTenam, 3a MOpasibHYo
noaaeprKKy 1 Nnomollb B cbope
CEMEeNHOro aHamHesa.
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