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B Hayke nosBunucb pakThl,
NnoKasblBaloLLMe, YTO NONYyYEHHbIE
MeHaenem YNcroBble COOTHOLLEHUSA
Npu paclienieHnmn rmébpunaHoro
nokoneHus cobnoganncs He
BCcerga. 91O yKasblBario Ha TO, 4YTO
B3aMMOOTHOLLEHUA MeXay reHaMu 1
npu3HakamMmmn HOCAT Boriee CroXHbIN
Xxapaktep. BbiscHUnock: 00uH u
mom e 2eH MO)Kem oKa3bleamak

8/IUsIHUE Ha pa3eumue HECKOITbKUX
MPU3HaKo8; 0OUH U Mmom e rnpu3HaK
MOXKem pa3eusambsCcs Moo
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o NMONHOE NOMUHUPOBAHME
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rEHOB OENCTBUE

NNEUOTPOMHOCTDb

= - —— — _— —— — = — - —







KodomuHupoeaHue — B

B3aMMOOENCTBUS
annernbHbIX FTeHOB, NPU
KOTOPOM (PEeHOTUN

[eTepo3nNroT OTIINYHAETCAH KaK

lpynna
KpoBHU

[eHoTUN

Bupa, B3anMoeincTBus reHoB y
reTeposuroT

OoT dbeHoTMNa roMo3unroT No
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OOMWHAHTHOMY MPU3HAaKY,

Tak U OT dheHoTuna

[OMO3UIOT MO peLiecCnBHoOMY
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[MonHoe AOMUHUPOBaHUE

BB |Bj0

[TonHoe AOMUHUPOBaHUe
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KoaoMuHuposaHue

NpuU3Haky, 1 B peHoTune

reTepo3nroT NPUCYTCTBYHOT

NpoayKTbl 000X reHoB.
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KOMIMJNIEMEHTAPH
OE
B3AMMOOEUCTBW




KomMmnniemeHmapHocmb — .
B3aUMOOENCTBUE TEHOB, Npn | P
KOTOPOM OAUH AOMUHAHTHbIN

r[eH AONONHAET -O0ENCTBUE

OPYroro HeansnenbHOro emy
OOMWHAHTHOIO reHa.

imeeT mecTo npu F
HacregoBaHUM OPeEXOBUOHON
dopMmbl rpedHs y Kyp,
KpacHOW OKpacCKu NnepLes,
3€NeHOoro onepeHna y
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PacwenneHue B F,
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OMIHTEMEHTAF

B pe3ynsTaTe nponcxoamt obpasoBaHmMe HOBOIoO NPOsiBIIEHUS
Npu3Haka no Tuny B3aMmMornomoLl M, B3anMoaononHeHns apyr
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dnucmas —pua B3anmogeunctema P o0 b x \__ yyee
HeannenbHbIX FeHOB, MPU KOTOPOM
oQHa Napa reHoB NoaaBnger (He

YyCc

[0aeT npogaBuTbca B doeHoTune) F1
OPYIVIO Napy reHos.

[TpOTUBOMNOMNOXHO KOMMNIEMEHTAPHOMY
OEVNCTBUIO FTEHOB. F2 O
BbiBaeT JOMUHAHTHBLIM U oY C : 3yyC : 4 6

PEeLEeCCUBHbIM.
Ecnu redbl ii nogaBnsaoT 4ENCTBUE reHa
C, TO 9TO NpUMep peueccusHo20
arnnucmasa —ii > C

Ecnu, Hanpumep, rex | nogaenser
pencteume reHa C, To Takon Tun
1003ABIEHNS HOCUT Ha3BaHne — __




A — xénTeii useT nnoga
a — 3enéHulii user nnoaa

I — nopaBnseT OKpacky
i — HEe NoJABNSET OKPacky
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A - NMUrMEHT, a — OTCYTCTBUE NUIMEHTA N B TOMO3UTOTHOM
COCTOSIHUN nofaBnsieT fgeiicTBue reHa B.

B - HepaBHOMepHOE pacnpeaenexne nUrMeHTa no 4snMHe Bonoca,
b — paBHOMEpHOE pacnpegeneHne nUrmexTa .
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[Tosniumepusi - 3TO ABNEHUE,
[IPU KOTOPOM HECKOIMbKO
Pa3HbIX JOMUHAHTHbIX
[EHOB OTBEYAIOT 33
NPOoSABIEHNE OOHOIO U pA ¢
TOrO XXe NPU3HakKa. 7S Q
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OObIYHO 3TUMN reHaMun i

onpeaensitoTca KoNMYeCcTBEHHbIE <

NpU3HaKu (MHTEHCUBHOCTb POCTAa, % L v g
SINLIEHOCKOCTb, )XKUPHOCTb U
KONMMYECTBO MONOKa, coaepxaHne Okpacka ceMsiH
BUTAaMWHOB B MJio4ax, KYKYpY3bl

MHTEHCUBHOCTb NMMrMmeHTaunm KOXXu
YyerioBeka, MHTEHCUBHOCTb OKPaCKN




DTUMEPROE,

NHTEHCUBHOCTb npodAasieHnAa rnpu3Haka 3aBNCUT OT KOJin4ecTBa AOMUHAHTHbLIX TEHOB
B reHoTune.
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MHTEHCUBHO KpacHbI UuBeT  bneaHo—KpacHbIn UBET bnegHo—KpacHbI UBeT benbint UBeT




LiBeT KOXKK BTOpOro poautens
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Y cynpyXeckoii napbl MynaToB poXXaatoTcs AETH, MO LBETY
KOXUM BCEX TUMNOB OKPaCcKM, OT YepHoii fo 6enoii, uto

onpeaensieTca koméuHauueii AByx nap anneneii NoNMMepHbIx
rEeHOoB.

P Q AaBb x G AaBb

KONMYECTHO AOMMHAMTHLIX TEn0OR, OTBEWAIOUNX 38 Bupaborsy nurmenTa

NHTEeHCUBHOCTb
NposABNeHnd
npu3Haka 3aBUCUT OT
Konm4yecTtBa
NOMWHAHTHbLIX TEHOB B
reHoTune.
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wepnoxomuil “remunie” MYJIATHI “coermie”  Geante







[lneuomponusi —
3aBUCUMOCTb HECKONbKMNX
NPU3HAKOB OT OAHOIO reHa.
[TnenoTponHoe aencreue
reHOB UMEET BMOXUMUNYECKYIO
npupoay: oanH 6enokx-
depmeHT, obpasyromncs noa
KOHTPOJIEM OHOrO reHa,
onpeaensieT He TONbKO
pasBUTNE AAHHOIO NMPU3HaKa,
HO 1 BO3QEUCTBYET Ha
BTOPUYHbIE peaKkuumn
buocuHTEe3a ApYyrmx NpuU3HaKkoB
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LIEMb
XUMUYECK
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PEAKLIAM
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NMPN3HAK 2
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e y ApO30dounbl reH
«OTCYTCTBUE NUTMEHTA
rrna3» CHUXaet
N10gOBUTOCTD,

YMeHbLUAaeT

NPOOOIMKUTENBHOCTb KU3HW,

BINMUSAET Ha OKpacKy

BHYTPEHHUNX OpPraHoB.

* reH, oTBeYyarwLumn 3a
pa3BUTUE YKOPOUYEHHbIX
HOr y Kyp, onpegenser

Pa3BUTUE YKOPOYEHHOTO




Y yenoBeka BCTpeyaeTcd
peueccmBHas HacrneacTBeHHas

bonesHb — ceprnoBUHO-KITETOYHAS Normal Missense Mutation
aHemus. [NepBNYHBbIM OedeKTOM 3ToMn gg{ @3 ﬁ\g ggl ﬂi m
bornes3Hu iBNsieTca 3amMeHa OgHOW 13

aMUHOKMCIIOT B MOSeKyne CCU GAG GAG ~ CCU GUG GAG
remorriobuHa, 4To NPUBOAUT K Pro —Glu—Glu Glu
N3MEHEHUIO POPMbI SPUTPOLINTOB. : a

OOHOBPEMEHHO C 3TUM BO3HUKAKOT

HapyLIEHWS B CEPAEYHO-COCYANCTON, | .

HEePBHOW, NULLIEBAPUTENLHO |

BblOENUTENBLHOW CUCTEMAX. OTO
NPUBOANT K TOMY, YTO FTOMO3UTOTHbIN

no aToMy 3aboneBaHuo pebeHokK




[TpnymHoun cnHgpoma MapdpaHa
ABndeTca JOMUHAHTHas
MyTaLuus reHa,
KOHTPOOMPYIOLLLEro
OOHOBPEMEHHO POCT, ANUHY
nanbLes, PopMupoBaHue
NHTENNeKTa U Popmy
xpycTtanuka. [1na 4yenoseka c
9TUM CUHOPOMOM XapakTepeH
KOMMNJIEKC creayroLwmx
NPU3HaKOB — BbICOKUN POCT,
OY€eHb OJTMHHbIE TNMDKNe
(«may4dbmn») NanbLpbl,

Mpusnaku cundpoma Mapgana

ToHxue nansybl Hedopmayun epydrod

Anespusma aopmel
(apaxxodakmunus) knemku




e‘“’ codp ¥

Al AK/acc




