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OAHOPOOUNTEJNIBCKAA JNCOMWA

Hann4yme B KapMoTune ABYX rOMOMOrMYHbIX
XPOMOCOM O4HOI0 POAUTESNTbCKOIO MPOUCXOXKAEHNS
(MaTepmHCKOro nnmn oTLOBCKOro)

upd (uniparental disomy),
mat (maternal), pat (paternal)

47 sapmnaHtoB OPL: 44 ona 22 aytocom
(MaTepuHcKkas n oTLoBcKast), 3 Ans MNosIoBbIX
xpomocom - upd(X)mat, upd(X)pat, upd(XY)
reTepogmcomMuns, U3oanCcomMms



MEXAHWN3Mbl OBPASOBAHUA OPL

HepacxoxgeHne XpoMocoM B MENO3E

(DOOO(B(DOO

24 22 23 23 24 24 22 22
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Comartunyeckue ComaTuueckue
TKaHU TKaHU
OB saalioss | OwvbKa Meno3a Il Owwnbka meno3sa | =l Owmnbka menosa Il -
reTepoaAuCoOMMA n304UCOMUA
reTepoAuCoOMUA N304UCOMUA




MEXAHWN3Mbl OBPASOBAHUA OPL




PNCK OBPA3SOBAHWNA OPA

go3pacm Mmamepu (upd mat ecmpe4yaemcsi 8 mpu pa3sa Yyauwje, 4em upd
pat)

Hocumersiu CmpyKmypHO aHOMallbHbIX XPOMOCOM, 8K/toHasi ceMelHble
cbanaHcuposaHHbIe PeUUnpPOKHbIE U p0bepmCcoHOBCKUE mpaHCcriokayuu,

U30XPOMOCOMBbI, UHB8epCUU, MapPKepHbIe XPOMOCOMBbI
Hocumesiu Mo3au4HbIX mpUCOMUlj

n100bI C rpeHamarbHO Mo0meepx0eHHbIM OUacHO30M 02paHUYEeHHO20

ririayeHmapHoeco Mo3auyu3mMma

60r1bHbIE C MOHO2EHHbLIM peuecCcusHbIM 3abornesaHuem unu
cemepol3ucOmHbIM HOCUMesIbCmeomM MymaHImHOe0 eeHa y O0HO20 U3

podumerneu



[MPNYNHDBI PEHOTUTTNYHECKOIO NMPOABJIEHNA
OPA

<+ [lepexon B roMO3UroTHOE COCTOAHNE peLeCCUBHbIX
MYTaHTHbIX annenen (nsoancomus)

J.Spence et al. Uniparental disomy as a mechanism for human genetic
desease//Am.J.Hum.Genet. V.42. P.217-226.- nepoe onncaHme OPL no xpomocome /mat
y OEBOYKM C MyKOBUCLINOO30OM.

B HacToswee Bpemsi onncaHo okono 30 OPL y 60nbHbIX C peueCccnBHbIMU MOHOMEHHbLIMU
oone3HaAMU

& [EHOMHbI UMNPUHTUHT (reTepoamncoMus,

N304NCOMMUSI)

0 OMUreHETUYECKUIN MEXaHN3M perynaunn skcrnpeccmm roMosiorm4HbiX
reHOoB B rpouecce pa3BuTnud opraHn3dmMma B 3aBUCNMMOCTU OT
pPOoaANTESTIbCKOIO NPOUCXOXKAOEHNA TEHA, XPOMOCOMbI UJTU T’EHOMa

0  OnNUreHoTUNn — COBOKYMHOCTb MoanduKaLuii reHoB, KOTopble
obecneynBaloT MOHOAMNMENbHYI 3KCMPECCUIO UMNPUHTUPOBAHHbLIX FTEHOB
Ha XPOMOCOMaXx OTLIOBCKOro 1 MaTePUHCKOIo MPOUCXOXAEHUS

0  VIMNPUHTMPOBAHHBLIN reH 3KCMPEeCCUPYETCH TOMNbKO C OAHOro anmnens.



YpPOBHU 3NUreHeTU4YeCKoun perynauum

AOHK
(reHOM)

2. PHK
(TpaHcKpnnTOM)

3. Benku
(npoTteowm)

MemusiupogeaHue,
noBTOpPAOLINECH NoclyieAoBaTeJyIbHOCTMU,

MyTaunun otAalNeHHbIX PerynAaTopHbIX
AN1eMeHTOB

perynatopHblie MoTuBbI npe-MPHK,
aHTucmbicnoBblie PHK,
HeTpaHcnupyrwumecs PHK,

Mukpo PHK,

ayxuenoyeyHble PHK

MeTUnupoBaHue/aeMeTUnMpoBaHue
nm3uHa 4 n 9 ructoHa H3,
aueTunupoBaHue/peaueTunupoBaHue
r'MCTOHOB




MEXAHU3Mbl UHAKTUBALUWUW TEHA B
PE3YJIbTATE METUJITIUPOBAHUA

: MetunupoBaHue uutosnHa Hapywaet JHK-
OenkoBble B3auMmoaeucTeusa , NnpensaTcreyeT

CBA3bIBAHUIO TPAHCKPUMNLMUOHHbIX (paKTOPOB

MeTunupoBaHHble panoHbl AHK cneuundmnyecku

CBA3bIBAOT TPAHCKPUNMUNOHHLIE pernpecCcopbl

- MetunupoBaHue QHK BnuseTt Ha CTpPYyKTypy

XpOMaTUHA



TEHOMHbI UMMNPUHTUNHI

XpOMOCOMbI
Male NONOBbIX KINETOK
Chr 15 with
paternal imprint ‘Fem i WHANBUAA
@ o npuobpeTtaroT
e «oTrne4vyaTtok» ero
Chr 15 with Fertilization Chr 15 with nona. MotomcTBO
maternal maternal
imprint imprint nojitydaetT oguH
Habop XpoMoCcoM C
Male Conception Female OTLOBCKOW, a Apyroun
C MaTEepPUHCKOUN
‘ MapkmpoBkoMn. [Npu
Embryonic/fetal 6 6
development VRQROHOELTS
Somatic tissue Somatic tissue raMmeToreHe3a
XPOMOCOMBbI
@ pernporpaMmMmmnpyroTc
Male gametes Female gametes A B COOTBETCTBUU C
© Elsevier. Nussbaum et al: Thompson and Thompson's Genetics in Medicine 7e - www.studentconsult.com nOHOM OCO6M




OEHOTUINNHECKOE NPOABJIEHUE

FEHOMHOIO UMMPUHTWHIA HA YPOBHE
CEHOMS

AHpporeHes:
46,XXpat -
NCTUHHbIW
My3bIPHbIN 3aHOC

MHOreHes:
46,XXmat -
ambpuoHaribHas
OryXxorsib
(mepamoma)

Tpunnovpgusa:

AHppowpa (2npat+71nmat) — YyaCTUYHbBIN NY3bIPHbLIA 3aHOC, BonbLuasa rosioea,
ManeHbkoe Teno, cuHagaktunua, C3PI1;

M'MHounp (2nmat+1npat) — nnaueHTa HegopassuTa, SMOPUOH NpeacTaBeH
HeauddpepeHULMPOBAHHOW KITETOYHOM MaCCOMW.




[MPNYNHBI PEHOTUTTNYECKOI O NPOABJITEHNA
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OEHOTUTNUNHECKOE NPOABJIEHUE
[EHOMHOI'O UMIMNPUHTUHIA HA YPOBHE

orPA
upd(2)mat
upd(6q923-24)pat

upd(7p)mat (ren GRB
10)

upd(11pl5.5)pat
upd(14)mat

upd(14)pat

upd(16)mat
upd(20)pat

XPOMOCOM

NposiBNneHue
[Mpn3Hakn gucambpuoreHesa, oTcTaBaHMe B pa3BUTUn
HeoHaTtanbHbI gnabdet

Cungpom CunbBepa-Paccena

Cungpom BnoemaHHa-bekButa

3ageprkka MOTOPHOIo 1 PU3NYECKOro pa3sBUTUS, NNLIEBbLIE
aMcMopdumn, CKONMos, NpeXaeBpeMeHHOe NMosiIoBoe
co3peBaHue, YMCTBEHHas OTCTaNoCTb

CunbHas YMCTBEHHAA OTCTasloCTb, CKENMETHO-MbILLUEYHbIE
aHomalrinm

Manbii BEC NpY POXKAEHUN 1 BPOXKAEHHBIE aHOMaIUK

[MceBoormnonaparnpongmsm



OEHOTUNMMNHECKOE INPOABJIEHUE
[EHOMHOI'O MUMITPUHTUHIA HA YPOBHE
XPOMOCOM

Xpomocoma 15

del(15)(ql1gl3)pat - cnnapom Mpanepa-
Bunnu

¢ del(15)(q11q13)
del(15)(gql1gl3)mat - cuHgpom AHrenbmaHa

PWS Region AS
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CUHOPOM MNMPAOEPA-BUITIV

(PWS, OMIM 176270)

sonucaH B 1956r.

*yacTtoTa BcTpevaemocTtn 1:10 000
*HeoHaTarbHada rmNOTOHUSA
*OXXNpPEHMe

*yMCTBEHHAs OTCTaNoCTb
*finLeBble gucmMmopdum
*rMnoroHagn3m

OTYOBCKaR MarepmMHcKkas HapyweHwe
Aeneunn OoPA WMNPUHTHHIA

0% 28-25% 52%




MYTALWN LUEHTPA UMITPURTUHTA
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CUNHOPOM AHI'EJIBMAHA

(AS, OMIM 105830)

sonucaH B 1965r.
*yacTtoTa BcTpevaemocTtn 1:20 000
*00nbLUast HUXKHASA YentoCTb

*YMCTBEHHAA OTCTAJ1I0CTb

*OTCYTCTBUE pEYN

anumrierncnd

*NPUCTYMNbl HEKOHTPOJINPYEMOIO CMEXa
*«KYKOJIbHbIE» CTEPEOTUINHbIE OBUXEHUA
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HMATEPMHCKAA OTUOBCKaA HapymeHne MyTauns
Aeneunn orPh MMNPMHTNHIA rena UBE3A

70% 5.3% 52% 15-10%




OVNATHOCTUKA MUKPOUMUTOIMEHETUHECKKX
CMHAOPOMOB N OPL

MonekynapHo-unToreHeTn4deckas
avarHoctuka (FISH)

MOﬂeKyﬂﬂpHaﬂ ONarHoOCTUKa



