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MnaH nekyunn:

*HacnencTtBeHHOCTb U cpepa.
*AIameH4YnBOCTbL U ee (hopMbil.
[loHATUE O HacneacCTBEHHbIX OONe3HsAX.

MeToAabl N3y4YeHUsA HacreaACTBEHHOCTU
yerioBeka



[MpeeMCTBEHHOCTb XMBOro Ha 3emMne 1 cTonb bonbLuoe
pasHoobpa3ne hopM Ha HaLLen nnaHeTe NPonUCXoanT
bnarogaps TakumMm BCeOOLLIMM CBOMCTBAM XMBbIX CUCTEM, KaK
HacneacTBeHHOCTb N U3MEHYUBOCTb.



HacnedcmeeHHOCMb — CNOCOOHOCTb XXUBbIX OPraHM3MOB
nepenaBaTtb OT NOKOMEHUS K MOKONEHUIO aHATOMUYECKME,
domnaunonornyeckmne, bmoxmmmnyeckne ocCobeHHOCTN CBOEN
opraHusaumu.

OTO CBOWCTBO 3anoXeHo B reHeTn4eckon nHdopmaumm u
peanuayeTcs TONbKO B ornpeaeneHHbIX YCIOBUSX Cpeabl.
OpHa 1 Ta e HacneacTBeHHas MHopMaunsa B U3MEHEHHbIX
YCIOBUSIX MOXET nepeaaBaTbCs No-pasHOMY.



USMEHYUBOCTDb - 3TO
CNOCOBHOCTb OPTAHU3SMA
NMPUNOBPETATb HOBbIE NMPU3HAKU B
MPOLEECCE OHTOINEHES3A



USMEHYUBOCTD

HACJIEOCTBEHHAA HEHACINELOCTBEHHASA

(TEHOTUINWNYECKAA) (PEHOTUMUYECKAS)
*go3pacmeHas
(oHMoz2eHemu4eckas),

NposABNSAOWAACA B UBMEHEHUN BCETO
Komnsiekca Mopdodun3nonormyecknx u
BMOXMUNYECKNX NPU3HAKOB OpraHM3ma
Ha NPOTSKEHUU €ro MHANBUAOYaNbHOMN

XUSHU;

*MOOUGUKaUUOHHaA,

ABMNAOLLIAACS pe3ynsTaTom
B3aMMOAENCTBUSA cpeabl U NPoLIeccoB
pa3BUTUS



MOOUPUKALMNOHHAA USMEHYUNBOCTDb

YCITOBHAS KNACCUDUKALIUA:
Mo uameHgwLWMMCA NpU3HaKamMm opraHusma:
Mmopdonornyeckme N3MeHeHus
*chbusnonornyeckme n bMoxmmMmmn4yecKme agantaumm —
romeocTa3s (NoBbIlLeHUe YPOBHSA IPUTPOLNTOB B
ropaxuT. A4.)

[lo pasmMaxy HOpMbI peakLUUn:
*y3KaA (0ornee xapakTtepHa Afisl Ka4eCTBEeHHbIX
NpPU3HaKoB)
‘luMpoKas (bonee xapakrepHa ANl KOJINYECTBEHHbIX
NpPU3HaKoB)




YCNOBHASA KNACCUD®UKALMA MOONDPUKALIMOHHON
U3SMEHYUBOCTW (npoaomxeHue)

Mo 3Ha4YeHUuro:
eMoandukauum (nonesHble Al opraHn3Ma — NnpPosiIBNSAKTCA

KaK npucnocoouTtenibHas peakuus Ha YCrOBUS OKpYXXaloLlew
cpeAbl)

Mopdo3bl (HeHacneacTBeHHbIe U3MeHeHUAa peHoTUNa noa
BIIUSSHUEM 3KCTpeMaribHbIX (paKTOPOB OKpYyXakLien cpeabl
wnun moamdmkKaumm, BO3HUKarLWme Kak BbipaXeHne BHOBb
BO3HMKLUUX MyTauuKn, He UMeroLme NpMcnocoouTenbLHOro
XapakTtepa)

*cpeHOKONUU (pa3fnUyHble HeHacneaACTBEeHHbIe U3SMEHEeHMUS,
KonupyroLwme nposiBneHne pasfiuyHbIX MyTauum)—
pa3sHOBUAOHOCTb MOpP(030B

Mo ANUTENbLHOCTMU:
*MMeeTCs NULb y 0CO0n Unu rpynnbl 0Codeun, KoTopble

noaBeprnucb BIIUSAHUIO OKpYXXalowen cpeabl (He

HacneayroTcs)
eOANUTEsNibHble MOAN(PUKALMN — COXPaAHAIOTCA Ha ABa-TpuU

NMOKOJNeHuns




XAPAKTEPUCTUKA MOOUDPUKALIUOHHOMN
USMEHYNBOCTU
*00pPaTUMOCTb — N3MEHEHMNA NCYE3aIOT NPU CMEHE
cneundnyecknx ycrioBum okpyxaroLlen cpeanbl,
CnpoBOLMpPOBaBLUNX UX
*rpynrnoBON Xapakrtep
*3aMeHeHus1 B peHOoTUNe He HacreaQyrTcs, HacneayeTcd
HOpMa peakuun reHotuna
sCTaTUCTMYECKAA 3aKOHOMEPHOCTb BapuaLUNOHHbLIX PAOO0B
3aTparuBaeT peHOTUN, NPU ITOM He 3aTparneas cam
reHoTun.



HOPMA PEAKLUU - CBOUCTBO FrEHOTUNA
OBECIMNEYUBATDb B OMNPEOEJIEHHbIX
NMPEOEJIAX PASBUTUE OAHHOI'O
OHTOINEHE3A B SABUCUMOCTHU OT
MEHSAIOLLNXCA YCNOBUW CPEADI.



NMpumep BapuaumMoHHOro
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BapuvauMoHHbIN pAA 1 NNOTHOCTb pacnpeaeneHns 3Ha4YeHN

nynbca.
BapuaHTa — 3TO eAMHUYHOE BblpaXeHune
pa3BuTUA npusHaka. Pasamax Bapmauum n
4YacTOTy BCTPe4YaeMOCTU OTAEeNbHbIX

BapuaHT N3y4arT C MNOMOLUbLIO
BapvuauuOHHOMN KPUBOM - rpadouyeckoro

BblpaXeHnAaA NaAMeH4YNBOCTU NPU3HAKA.

Npachmk cpeaHekBaagpaTU4HOro
OTKITOHEeHUA, UCXOAALLUN U3
BapuauuOHHOMN KpUBOM

«moauncmkaumoHHas
M3MEH4YMBOCTb MNLIEeHNUbI»



USMEHYUBOCTD

HACNEOCTBEHHAS
(TEHOTUMUYECKAS)

*riepedaemcs no Hacsieocmay,

*cesi3aHa C U3MeHeHuUeM 2eHomurna
ocobu,

*HOCUM cJlyYaUHbIlU xapakmep
Hensemcsi Mamepuarnom Oris
ecmecmeeHHo20 ombopa.  [apeuH
Ha3easi 3my HacriedcmeeHHOCMb
HeoripeoderieHHoU.

PopMbI:
*KOMOMHaTMBHAaA (KaK crnencreue
HOBbIX KOMOMHaALUNA reHOB);
eMyTaLMUOHHaA (B pe3ynkrate
MyTaL M)

HEHACNEOCTBEHHAS
(PEHOTUTMUYECKAS)

*g03pacmmHasi
(oHmMoz2eHemu4Yeckas),

NposABNSAOWAACA B UBMEHEHUN BCETO
Komnsiekca Mopdodun3nonormyecknx u
BMOXMUNYECKNX NPU3HAKOB OpraHM3ma
Ha NPOTSKEHUU €ro MHANBUAOYaNbHOMN
KU3HU;

*MOOUGUKaUUOHHaA,
ABNAOLAACSA pe3ynsratom
B3aMMOLENCTBUA cpeabl 1 NpoLeccoB
pasBuUTUA



KomOuHaTnBHasas naMeH4YMBOCTb —
BO3HUKHOBEHMEe HOBbIX KOMOUHaUUN reHOB B
reHoTune.

Kaxxpasa HoBasi KOMOMHaLMA NMpy NOJIOBOM
pPa3MHOXEeHUN NPUBOOUT K UBMEHEHUIO
onpeaerieHHbIX NPU3HAaKOB U CBOUCTB
opraHm3ma.



KoMmOMHaTMBHasA USMEHYMBOCTb CBSi3aHa C
nosiBfieHNeM HOBbIX COeAUHEHUUN NreHOB B
reHoTune.

*He3aBMCHMMOeE pacXoXaeHne XpoMocoMm B
Meunose;

*peKOMOUHaLIMKM reHOB B npoLiecce nepekpecra
XPOMOCOM; -

ecrly4anHoe coeAnHeHue reHoB Npu — h
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MyTauusa - nroboe gonroBpeMeHHoe
n3meHeHue B nocneposatenbHocTu OHK.

*MCTOYHUNK FreHeTU4YeCKoro pasHoobpasus.

*MyTaLus BO3HMKaEeT BHE3amnHo,
CKa4yKkooOpa3Ho;

*MyTaLUM HacNeACTBEeHHbl, CTOUKO nepeaarTcs
N3 NOKOJIeHUS B NOKOJIeHue;

*MyTaLUMN HEeHanpaBfeHbl — MyTUPOBaTb MOXeT
NTIOOO0N NOKYC XPOMOCOMbI, Bbi3biBas
N3MEeHeHNe KaK He3Ha4YuTer nbHbIX, TaK U
XXU3HEHHO BaXXHbIX MPU3HAKOB;

*O0HU U Te XXe MyTaLuun MOTryT BO3HUKaATb
NOBTOPHO.



dakmopbl, cNocobHbIe ebi3bleamb Mymauuu,
Ha3blearom Mymaz2eHamu.

Buabl MmyTareHoB:

*cbusnyeckue (pasnnyHblie BUAbI U3NTYHYEHUMN,

TemMmneparypa);
xummyeckue (chopmanumH, 6eH3NUpPEeH, UNpPUT "

Ap.)
*Ononoruyeckue (BUpycobl, bakrepum)




MyTaumm MOXHO noapasaesniuThb:

llo nposienneHUr0 Mymauyuu e 2emepo3u2ome:
e [loOMWHAHTHbIE
*PeLieccuBHbIe

l1lo npu4yuHe 603HUKHOBEHUS:
*CroHTaHHblE

IHoyuupoBaHHbIe

Mo yknoHeHUrO om HOpMbI (OUKO20 muna):
‘rpsiIMblE MyTaLUK

*peBepcun (BoO3BpaT K HOpME)

1o eo3MoOXXHOCMU HacrieoB8aHUS:
[ eHepaTuBHbIE

«ComaTtunyeckue

llo xapakmepy rnposiesiIeHuUsI:
Mopdonormnyeckue

duanonornyeckme
*OnoxXmmMmyeckme




o usmeHeHuro peHomuna (no Ménnepy):

*aMOpP(HbIE MYyTaLNU (rpey. «a» — oTpuLaHme, «Mopdar-

doopma) HeakmueHbI 8 omHoWeHUU MUNUYHO20 3ghgheKkma HoPMasbHO20
annerns.Hanpumep, eeH anbbuHu3ma rnosIHOCMbK MopmMo3um obpaszosaHue
rnuameHma y XueommHbixX Unu xmopogburina y pacmeHul. Mymauyuu 8biensidsim,
Kak riosiHasi nomepsi eeHa. Hanpumep, mymauusi white y Drosophila

*aHTUMOPJOHbIE MYTaUWUUN (rped. «aHTU» — NpoTuB, «Mopda»-dopma)

Oka3sblearom delicmeue, MPoMmMuUOroIoXHoe delicmeuro HoOpMasilbHO20 asnnerns. y
KYKYpYy3bl UCXOOHbIU annernb aem rnypriypHyt OKPacKy CEeMsIH, a MymaHMmMHbIU —
8bI3bieaem obpasogaHue bypoe2o nuamMeHma.

*HEOMOpPMHbIE MYTaLUNUN (rped. «kHeoc» — HOBbIN, «Mopda»-dopma
Nx Oelicmgue cogepweHHO omau4yHo om delcmausi UCXOOHO20 HOpMasibHO20
annensi. MymaHmHbIU npu3HakK s18/1s1emcsi Ho8bIM, He UMerUW,UM aHasio208e.

*rMNOMopPdoHbIE MYTaUWUU (rped. «runo» — crnabbin, «mopda»-dopma)

Aelicmeyrom 8 MoM Xe HaripagrneHuu, Ymo U HopMaribHbIU annesnb, Ho darom
HeCKoribKO ocriabrnieHHbIU aghgbekm. Harnpumep, y 0po3oghuribl OKpacka anas rnpu
Mymauuu 3Ha4umeribHo briedHee.



Mo 3Ha4YeHUIO 8 3680JIFOYUOHHOM ripouyecce

*[1lporpeccuBHble
*HentpanbHble
*PeTporpeccuBHble

Mo npodosmkumesribHOCMU XXU3HU
[lonyneTanbHble
JleTanbHble

llo cmeneHu eoesie4eHHOCMU 2eHOMa:
*reHOMHbIE,
*XPOMOCOMHbIE

*rEHHbIE.




NATONOIMNA YENOBEKA

Mouorexubie (MoHoG aKTOpHBbIE) BOonesxrn

Nonurentsie (MynbTHaKTopHansHbie)

10% 6oneanun
90%
reHHble XpOMOCOMHbBIE Pe3ynbrar COBOKYNHBIX AEHCTBUIA MYyTauuid
B HEeCKOMbKUX NMOKYCax XPOMOCOM.
®axrop naronoruu — | MNaronorus ARBNReTCH
MexeTHyeckue pedexTs! Bbi3bIBaloT
naronoruyeckue pe3ynbTaroM U3MeHeHus e ped

MYTaHTHbIE feHbl
(reHHble MyTauwuy),
MyTauuu 8
eANHUYHOM NOoKyce
XPOMOCOM.
lMpumepsi:

* (heHUNKeTOHYPUA
* [NUKOreHo3bl

" MYKOBMCUMAO3

YMCNa XPOMOCOM (reHOMHbIe
MyTauMn) MNU HapYLUeHUA X
CTPOEHWA (TpaHCnoKauus,
Aenexve, AyNNUKayums,
HHBEpCUR).
Mpumepesi
= Gonesub flayHa
» cyHapom Wepewesckoro-
TepHepa
= cuHapom Knaendensrepa
* CMHApPOM dDAaBapaca
» cuHapom KopHenuu
ae Nawre

MedicalPlanet.su

— MeduyuHa ons sac.

npeapacnonoxedve K boneauu.
Maronorns ABNRETCA CneacTerem
CNOXHOrO B3aMMOAEHCTBUA MeHEeTUNeCKNX
# cpenosbix hakTopos.
MNpeapacnonoxeHue K BO3HUKHOBEHWIO
naronoruv onpenenfeTca
noNUMopU3IMOM CUCTEM — annenuIMom
NonuMopdnaM NPU3IHAKOB B NONYNAUUY —
370 HOopma (ABO, HLA). Pasnuuxbii Habop
anneneu Co3naeTr pasHylo OTBETHYIO
peaKyuio y oTaenbHbIX HHAWBUMA0E.
lMpumepsi:

= caxapHuin auaber. 1-6% Hacenexus

= yserosan cnenora: 0,5% xeHwmH, 8%
MY

runepToHuueckan bonesus: 30%
HaceneHna

wusodpenuna: 1% Hacenenus
arepocKnepos



[eHOMHBbIe MyTauunUun - UsSMeHeHme 4mcria XpoMoCOM
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NMonunnnougusa - KpatHoe AHeynnongusa —

yBenu4yeHune ranionaHoro yBenuyeHue unu

Habopa xpomocom (3n, 4n, n || yMeHbLLeHNE Yncna

T.4.). XPOMOCOM MO OTAENbHbIM
napam
(Hynucomuda, MOHOCOMMUA,
TpUCoOMUSA, NONIUCOMUSA)




Triploidy

- Most frequent chromoso-
mal abenatlon (15%)
in fetuses following
spontaneous abortion

- Severe growth
ttaldation. early

- Occassonal liveborn infant
with severe
malformation

- Dispermia a frequent
cause

Triploidy
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MepBuyHbIi
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Aucomuk Aucomuk Tpucomuk MoHocomuk

Puc. 2.13. Meitotnueckoe HEPACXOXICHUE NMPUBOAUT K 0OPa30BAHMIO

SUTOT C TPUCOMUEN U MOHOCOMHUEI



HapyweHus yucna aymocom

CuHdpom [Namay (mpucomus rno 13 -u nape xpoMocom)




[Mpn cuHgpome lNatay HabnogaloTcs TaXerble BPOXAEHHbIE MOPOKN. [1eTu
c cuHgpomom [atay poxagatoTca ¢ Maccom Terna Huke Hopmbl (2500 r).

Y HUX BbIABNAKOTCA YMepeHHaa MukpoLedanvs, HapylweHne pa3BuTtus
pa3nunyHbix otaenos LIHC, HU3KMn CKOLLEHHbIN N0O, Cy)KEHHbIE rMa3HbIe
LLienn, pacCcTosAHME MeXay KOTOPbIMU

YMEHbLUEHO, MUKpodTansMusa U korioboma, NOMYyTHEHNE POroBULLLI,
3anasLuas nepeHocuua, LUMPOKOe OCHOBaHME HOoca, AePopMUpPOBaHHbIE
YLWHbIE PAaKOBUHbI, pacLleniMmHa BepxHen rybbl n HEBa, nonuaaktTuimg,
donekcopHoe MNosioXeHne KUCTen, KopoTKagd Lweq.

Y 80 % HOBOPOXOEHHbLIX BCTPEYAOTCA MOPOKM pa3BUTUA cepaua: AedekTbl
MEXOKeNyO4o4KOBOM U MeXnpeacepaHon neperopoaok, TpaHCNo3nLnm
cocynoB u ap. Habntogatotca pnbpoOKNCTO3HbIE N3MEHEHUS
noopKenyaovHou xenesbl, obaBOYHble cerne3eHkn, ambproHarsHas
nyrnoyHas rpbbka. Novkn yBerimiyeHbl, UMET NOBbILWEHHY O0S1bYaTOCTb U
KNCTbl B KOPKOBOM CI10€, BbISIBMIAKOTCS MOPOKN PasBUTUSA MOMNOBbLIX OPraHoB.
Ona CI1 xapakTepHa 3agepXka YMCTBEHHOIO pa3BuUTUSI.

B cBA3K C TAXENBbIMN BPOXAEHHBIMW MOPOKaMKN pa3BuUTUS 6OMbLLUNHCTBO
geten ¢ cuHgpomom latay ymumpatroT B nepsble Hedenu nnn mecsaubl

(95 % — po 1 roga).




CuHOpom 30eapdca (Tpucomusa 18-1 napbl XPOMOCOM)




deHoTMNMYecKmne NposBNeHNs cuHapoma 3asapaca
MHOroodpasHsl. Yallue Bcero BO3HMKaOT aHOMannm Mo3roBoro u
NnnueBoro Yyepena, MO3roBon Yepen MMeeT gonmxouedanmyeckyro
doopmy. HMXKHSAS 4entoCTb N POTOBOE OTBEPCTUE MarleHbKHE.
[MasHble LWenn y3kne n KOpoTkne. YHble pakoBUHbI
aedopmmpoBaHbl U B nogasnsaowemM 60NbLWMHCTBE Cly4YaeB
PacrosioKeHbl HU3KO, HECKOSTbKO BbITAHYTbI B TOPU30OHTaNIbHOM
nriockoctn. Mouyka, a 4aCTo U KO3eNOK OTCYTCTBYIOT. HapyKHbIN
CITyXOBOW MPOX0L CYXeH, nHorga

OTCYTCTBYET. [ pyaAnHa KOpoTKas, U3-3a 4ero MmexpebepHble
NPOMEXYTKN YMEHbLUEHbI U rpyaHasa KIeTka Wnpe n Kopoye
HopmanbHon. B 80 % cnyyaes HabnogaeTca aHoManbHoe
pa3BUTME CTOMNbI: NATKA PE3KO BbICTyMaeT, CBOA NpoBUCaeT
(cTona-kavanka), 6onbLuon nanew yTosieEH N YKOpoYeH. A3
OedeKTOB BHYTPEHHUX OpraHoOB Hanborsee 4acTto
OTMeYalTCs NOPOKM ceplla U KPYMNHbIX COCYO0B: AedeKT
MEXOKENYI04YKOBOW NeperopoKkm, annas3mm ogHon CTBOPKU
KfianaHoB aopThl M NEro4HOW apTepun. Y Bcex DOSbHbIX
HabngaTcs rmnonnas3nsa Mo3)kevka n Mo30SIMCTOro Tena,
N3MEHEHUS CTPYKTYP OSINB, Bblpa)KeHHas yMCTBEHHad
OTCTasloCTb, CHMKEHME MbILLEYHOro TOHYCa, nepexoasiiee B
NOBLILLEHME CO CMNAaCTUKOMW.




’ “ o .
CuHapom [ayHa BbI2BaH NPUCYTCTEMEM %“ j ,’ }t" “ i
Thex KO MUK OAQHOMD M3 TeHOB XPOoMOCOoMEl 21 7 ‘

WNK BCEN KPOMOCOMB! LENMHEOR.




Cundpom [ayHa (Tpucomus no 21 - u nape XpomMocom)




O6bI4HO cnHgpomy [layHa conyTCTBYIOT cneayrowime BHeLWHWE NPU3HaKM (CorrnacHo
OaHHbIM 13 Bpowtopbl LeHTpa «[ayHcang Any):

«nnockoe nmuo» — 90 %

bpaxuuedanua (aHoMmanbHoe yKkopoveHue yepena) — 81 %

KOXHasl CKnagka Ha wee y HoBopoXaeHHbIX — 81 %

SMNMKaHTYyC (BepTUKanbHas KOXHas cKnagka, npukpbliBatowas MmegmasbHbIA Yros rnasHoun
wenu) — 80 %

rmnepnogBmMXHOCTb cyctaBoB — 80 %

MblllevHas rmnotToHmna — 80 %

NNOCKNKM 3aTblinok — 78 %

KopoTkne koHeyHocTn — 70 %

BpaxumesodanaHris (YKopodeHue BCcex nanbLUeB 3a CHET HEAOPa3BUTUA CPEeaHUX
danaHr) — 70 %

KaTapakta B Bo3pacTe ctaplwe 8 net — 66 %

OTKPbITbIN POT (B CBA3WN C HU3KUM TOHYCOM MbILLL, U OCOBbIM CTpOeHneM HEGa) — 65 %
3ybHble aHoManum — 65 %

PebEHOK C xapaKkTepHbIMU YepTamu,
npucywmmmn cuHgpomy layHa (anvkaHTyc,
NS10CKOE NULO, OTKPLITbIN POT,
yBernnYeHHbIN A3blK, MareHbKMN HOC U T. A.)




KNUHOAAKTUIINA S5-ro nanbua (MCKPUBNEHHLIN MU3NHeL) — 60 %
apkoobpasHoe HEBO — 58 %

nnockasi nepeHocmya — 52 %

6opo3gyatbin a3bik — 50 %

nonepevHas najoHHasa cknazka (HasbiBaeMas Takke «obesbsaHben») — 45 %
KOpoTKasa wupokas wea — 45 %

BINC (BpoxaéHHbIn nopok cepaua) — 40 %

KopoTkmint Hoc — 40 %

cTpabusm (kocornasve) — 29 %

nedopmauna rpyaHon KneTkn, KunesmngHast nnm BOpoHkoodbpasHas — 27 %
MUrMEeHTHbIE MATHA MO Kparo pagyXku = nartHa bpywdunnisaa — 19 %
anucuHgpom — 8 %

CTEHO3 UNn aTpesuns ABeHaauaTUnepCcTHOM KNWKN — 8 %
BPOXOEHHbIN Nerko3s — 8 %.

KIMMHOAOAKTUNITNA




HapyweHuss cmpykmypbl XPOMOCOM
XPOMOCOMHbIe abeppauunn
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Hble
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Hble
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PeumnpokHble
B3aMMHbIA OOMEH ydyacTkamMmn mexagy xpomocomamu

PobepTcoHoBCcKkme

‘*an LEHTPUYECKME CIINSAHMS, NPWN KOTOPbIX
NPOUCXOANT CNUSHNE aKPOLEHTPUYECKMX

XPOMOCOM C MOSMHOW Ui YaCTUYHOW yTpaTon

martepuarna KOpoTKUX Mrey.




PobepmcoHoeckue mpaHciokauyuu, VN LEHTPUYECKNE CNUSHUA (NP 3TOM ABE
HEeroMosiorMyHble akpoLeHTPUYEeCKNe XpOMOCOMbl OOBLEANHAOTCSA B OAHY C yTpaTou
mMartepuana KOpoTKMX nrey).
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Konvyesas xpomocoma
Cxema obpasoBaHunst pobepTCOHOBCKOW TpaHcnokaumn (a), nsoxpomocom (6)

N KONbLEeBOW XpomMocoMmsbl (B), A n B — nneun xpomocom.



OPBEJIU CMHOPOM - OnucaH B 1962 . H. Wang.
CUHOPOM XpOMOCOMbI 13Q-) — XpOMOCOMHOe 3aboneBaHne, 0OycrioBrieHHOEe

aeneunen ArnMHHOro nreva XpPOMOCOMbI 13. (Cunapom yacTnuHoM MOHOCOMMM XpOMOCOMBI 13
npeacTaBnsieT cobGom KNMHUYECKOe BblpaXKeHWe ABYX CTPYKTYPHbLIX aHOManuin: geneuum 4nuHHoro nieya (13q-) u
KonbLeBon xpomocomsbl (13r).
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NMonynaunoHHas
yacToTa Hen3BecCTHa.

CooTHoLweHue
nonoB — M1:2K1.



KnnHnyeckune nposaBneHus:

aedoumMT Macchl Tena, BO3HUKaoLWKWIN yXXe npeHaTtasbHo;

NOCTHaTanbHas 3afepXXka pocTa;

MUKpouedanus;

npexneBpeMeHHOe 3apacTaHne YepenHblX LWBOB;

LUMPOKas BbICTyNarLLasa nepeHocuua,

MUKPOrHaTm4,

3MNUKaHT,

LLIMPOKO paccTaBfieHHble rnasa,

HMU3KO pacnosioXXeHHble ANCMNNAaCcTUYHbIE YLLHbIE PaKOBUHbI U ApP.;

aTonorna rnas (MmkpodTanbmusi, KONoboMbl, peTUHoODMacToma, Kocornasue, Katapakra u
ap.);

NOPOKM ONOPHO-ABUraTeNbLHOro annapara (annasmus unu runonnasna | nanbua KUCTeun,
KoconanocTb 1 ap.);

BPOXOEHHbIe MOPOoKK cepaua;

NOPOKU XKenyoo4YHO-KMULLIEYHOro TpakTa (aTtpesna aBeHaguaTunepCTHOW KULWKK U aHanbHOro
OTBEPCTUSA, HAPYLLEHME NMOBOPOTA KULLIEYHUKA U ap.);

aHoManum Mo4ernonoBon CUCTEMbI (annasvsa Unu rmnonasus NoYek, NoSIMKUCTO3 NOYEK,
rmapoHedpo3s, rmnocnaguns, KpUNTopXmu3sm;

NOPOKM pa3BUTUS MO3ra (rmnonnasmsa Mo3)Kedka, pasaeneHne Bcero KOHe4YHoro Mmoara
npogonbHoOn 6opo3non, B rmybuHe koTopon oba nonyLapus cBA3aHbl NAacTUHKON 6enoro u
ceporo BeLllecTsa).

XapaktepHa 3azepxka NcUMXoMOTOPHOIo pasBUTUS.

[lnarHo3 noaTeepXaatT UMTOreHeTndeckn. MNpoaormKUTenbHOCTb XXNU3HN 3aBUCUT OT

TSXKECTU BPOXOEHHbBIX MOPOKOB Pa3BUTUS. JleyeHne cumnTomMaTuyeckoe.
D. J. Orbeli et al. The syndrome associated with the partial D-monosomy. Case report and review. Humangenetik, Berlin,
1971; 13: 296-308.
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deHoTunbl geten ¢ cnHgpomom 13qg- (CnHgpom Opbenn)
Kirchhoff M. et al.Phenotype and 244k Array-CGH Characterization of Chromosome 13q Deletions: An Update

of the Phenotypic Map of 13921.1-qter. // AMERICAN JOURNAL OF MEDICAL GENETICS PART A, 20009.
Received 11. P. 894-905



Oeneuus (c yTpaTon OT TPETU A0 MOMOBUHbLI, PEXe MOoMnHas yTparta) KOPOTKOro
nne4ya nsaTomn XpOMOCOMb!

CuHOpoM « Kowa4ybe20 Kpuka» (6onesHnb JlexéHa)
Kapuotun 46 XX unu XY, Sp-.

MNpwn aTOM cMHOpPOMe HabnwaaeTcs:

«00Llee oTcTaBaHVe B pasBUTUN,

*HM3KasA Macca Nnpu poXXaeHUM U MblLLeYHas TMNOTOHUS;

i sflyHOOOpasHoe nuUO C LUMPOKO paccTaBreHHbIMU
rmasamu;

eXxapaKTepHbli nnad pebeHka, HanoMUHaLLMIA KoLladbe
- MsAyKaHbe,

: *IPUYMHON  KOTOPOro SABMIAETCA W3MEHEeHWEe ropTaHu
% \ ,_.;/ (cyxeHue, MSAMKOCTb XpALLEen, yMEeHbLUEeHWE
f[[fu z : HagropTaHHuKa, HeobblMHAsA CKNagvaTocTb CRM3UCTON
060M0YKM) UMK HEAOPA3BUTNE TOPTUHN.

*[1pn3HaK ncyesaeT K KOHLYy NepBOro roaa XusHu.

Kpome Toro, BcTpeyaloTcs BpOXAEHHbIE MOPOKWU cepaLia,
KOCTHO-MbILLEYHOW CUCTEMBI n BHYTPEHHUX
OpraHoB, MUKpoLledanus, NT03, HU3KOE PaCMONIOXKEHNE U
nedopmMaLms YUIHbIX PAKOBUH, KOXHbIE CKNaKW Bnepeam
yxa, rmneprenopunsm (yBenuyeHHoe paccTosiHUEe Mexay
KakuMu-nmbo napHbIMU opraHaMmyM UM aHaTOMUYECKUM
obpasoBaHNaAMM  (Hanpumep, Mexay BHYTPEHHUMU
KpasMy  rMasHul, TPYAHbIMA  COCKaMK), 3MNWUKaHTYC
(nonepeyHas KoXHas CKnajka OKOMO BHYTPEHHero yrna
rmasa - OObIYHO [BYCTOPOHHSISA), AHTUMOHIOMNOWUAHbIN

. 883%63 rrnas.
Ans pazeumusi KnuHU4YeCcKoU KapmuHbl CUHapOMa ume He seJiu4uHa

ympa4deHHoO20 y4YaCcmkKa, a KOHermela He3Ha4YumeJsibHbIl d)paaMeHm XpPOMOCOMBI.




TPAHCITOKALINA

Xpomocoma No? yenoBexa oOpas oBaHa MNPM T PAHCNOKALMMN, NP OH30LIST LIEHN Y HALIMX
MNPELKOB NOCe OTBETBNEHIM OT CTBOJI BCEX MMMAaTOB: Y opaHra, ropiwinbl M Jaxe
WHAMIaHS € (5 MAHNET PacXoMieHsia) 4Be Pas HbIX XPOMOCOMbI COOTBETCTBYHT XPOMOCOME
2 yenosexa. Bee moan Ha 3emne MMEHOT ODLLEro NPEIKa, Y KOT OPOro NPOoM; olina 3ta
TPaHC NoKaLyA.
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xpomocoma Ne2 yenioBeka obpaszoBaHa Npu TpaHCoKaunm, NpomsoLleiLlen y Hawmx npeakos

nocrie OTBETBNEHUS OT CTBOSIA BCEX NPUMATOB: Y OpaHryTaHra, ropunsbl U gaxe wmmMmnaHse (5
MJITH. JIET pacxoxneHust). Y Bcex 3TUX HaluMX pOACTBEHHUKOB MO ABE HE3AaBUCUMbIX XPOMOCOMBI,
KOTOpble NULLIb Y YenoBeKka okasanucb coegnHeHHbIMW. HacTo, XOTa U He Bcerga, NepecTpomnKn
NPUBOAAT K MOHUXEHUIO XXN3HECNOCOOHOCTU, HO B HALWLEM Cllydae NonyvYnsiocb He Tak, Mbl
NonyYnnn ABe pasHbIX XPOMOCOMbI LUMMMNAH3€e, KOTOPble COOTBETCTBYHOT XpoMmocome Ne2
yerioBeka. 310 BUOHO Mpu nonepevyHomMm oKpalumBaHUnM XpOMOCOM, KOTOPble BbISABNSAIOT
NOEHTUYHbIE B reHoMe doparMeHTbl XpomocoMm. Bee ntoam Ha 3emne nmetoT obuero npeaka, y
KOTOPOro nNpousoLuna ata TpaHcrokauus (MeHbLe 5 MIH. neT Hasag)



PeunnpokHasa TpaHcrokauma doparMeHToB Mexay Xxpomocomamm 8 n 14 B
numdounTax dYernoseka npuBoauT K numdome bepkuta: K reHy
NMMYHOITI0OMHOB NpuUcoeanHAETCs reH oHkoreHa c-MYC, meHasa ero

perynauuio.
leHOMHDBIE H XPOMOCOMHDBIE MYy TaLUE
B COMATHYECHIX KNeTKaxX Yyenosera M HIBOTHbLIX
YACTO CBAaHbI € PasBimHeM PpaKa
7L e
2 o PeyunpokHan TRAHCNOKaUMA XPOMOCOM
g Translocation - - 8114 enumdoyntax yenoeeka

NPUEBOAUT K UMb ome BEpkuTa:
KreHy ummyHornobuHoe

il NPUCOEAMHARTCA reH oHkoreHa c-If YT

MEHAA M0 PErynALMH.

< Immunoglobia = 1 oL S

gene P MM Puc. 932

5 14

Takum obpa3om, NepecTPoiKK, MPOUCXoasLLMe B COMaTUYECKUX KNeTKax, BIIMSAIOT TOMNbKO Ha
HacC, a Ha crneayrLliee nokorieHne He BInALoT. Te I'IepeCTpOIZKI/I, KOTOpPbI€ NMPONCXOOAT B
KneTKax 3apoAblLLEeBOro nyTu, MOryT NPONTHN Yepes SBOSIOLMOHHOE «CUTO» N OCTaTbCA B
MOKOJIEHUAX, ATO MOXeT NnPMBECTU K peﬂpOﬂ,yKTMBHOVI na3ondunmn nHaAnMBMAoOB C
nepecTponkamm oT Apyrmx UHAMBUOOB BHYTPWU AaHHOMo BMAa.



TpaHcnokauyusi (nepemeLteHne) xpomocomsl 21 napbl Ha 15 napy
mpaHC/I0KayUoOHHbIU cuHOpom [JayHa

MpumepHo 4% 60nbHbLIX C1 MMEIOT TPaHCNOKaALMOHHYI0 (hOopMy TPUCOMUM MeXAY
akpoueHTu4yeckumm xpomocomamu (D/14-15 n G/21). NMoutn 50% TpaHcNoKauMOHHbIX Popm
HacneayeTca oT poautenen-Hocurteneun, n 50% - TpaHcnokauum, BoO3HMKWMe de novo.



OcHoOBHag 4YacTb TpaHcrnokauumn, obycrnosnmneatowmx cuHapom [ayHa,
OTHOCUTCSH K LleHTpanbHOMYy coeguHeHuto 21-n n D-xpomocom; npumMepHoO
nosioBMHa 13 HUX Hacrnenyetcs. OCHOBHOE KONMMYECTBO COCTaBMAOT
(14921q), peako Bctpeyvarotea t(15921Q).
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B TpaHcnokaumto BoBnekatotcs 13—15-a aytocomel (rpynna D) n 21—22-a aytocomsl (rpynna G).
Bo3aMOXHbI criegytouime BapaHTbl TpaHcnokaumm, obycnosnusatowmne passutme 6onesHn JayHa: 1)
TpaHcnokauua D/G mexay 60MbLIon U Maron akpoLEeHTPUYECKOM XPOMOCOMOW. HYNCO XpOMOCOM B
Habope paBHO 46. [INMHHOE Nfieyo XPoMocoMbl rpynnbl G nepemMeLLeHo Ha KOPOTKOE NeYo XPOMOCOMbI
rpynnbl D, a KOPOTKOE Nnevo XpoMocoMmbI rpynnbl D nepemMeLleHo Ha AANHHOE Niedo XpoMocoMbl rpynnbl G
(peumnpokHas TpaHcrnokaums).

2)TpaHcnokauunsa G/G sensercsa pesynstatoM CrinsaHUa 21-in n 22-i XpOMOCOM Ui ABYX XPOMOCOM 22
napbl. B rpynne G TepaeTca ManeHbkas akpoLeHTpUYeckasi XpoMOCoMa, HO OTMeYaeTCcsa JONONTHUTENbHas
TpaHCoUMpoOBaHHaA XpOMOCOMa, NOXoXxas Ha xpomocoMmy rpynnbl F. ObLiee yncno xpomocom — 46.




’EHHbBIE MYTALUUA

B pesynbraTte reHHbIX MyTauum NpouCxXoaar:.
*3aMeHbl,

[leneunn

*BcTaBkn ogHOro nnn HECKOSTbKNX HYKNeoTUa0B,
TpaHcnokauuu,

[lynnukaumu

*IHBEepcUn pasnmnyHbIX YacTeun reHa.

Ecnu nog gencrenem MyTaunun n3AMeHAEeTCA oaAnH HyKneoTna, roBopAT O
TOYKOBbIX MyTauuUAX



[eHHble AynnunKkaummn — yasoeHue rnapbl Ui HECKOJTbKUX NMap

HyKkneotngos (yaBoeHue napbl [—Ll).

5'—(.:—/.\—9—/;\-—0—;\—(.3——{\—0—A—C—A—C—A Cuntesupyemas uens JJHK

3—G—T—G—T—C—T—G—T—G—T—G—T—G—T— MartpuyHas uens [HK

CnyyaitHbie dnykTyauum
paspbiBaloT BOAOPOAHLIE CBA3M

5'—C—A C_A——cfA——C——A—C—A—C_A_C_A

3'—G—T—G—T—G—T—G—T—G—T—G—T—G—T—

CMeuieHue CUHTE3NPYEMOIl Lenu
n obpa3osaHue netim

3'—G—T—G—T—G—T—G—T—G—T—G—T—G—T—
K cunteaupyemoii uenu [IHK gobassrcs asa nostopa CA, 0TCYTCTBOBaBwWMe B UCXOAHOM Lenu

Puc. 2.3. HekoppextHoe cnapusanue ueneit JHK sciencraue «BBI-
METIMBAHMS» KOPOTKOIO TaHAEMHOIO MOBTOpa (MOC/IeN0Ba-
TenbHOCTh ...CACACACACACACA...)

Bcskum pas, koraa
HECKOJIbKO nap
OCHOBaHWW HapyLUEHO,
BOCCOoeAuHeHne OBYyX
Lenen NpoxoauT He
naeanbHbIM 06pasom,
NpUpoAHbIE napbl
OCHOBaHWW MOryT
oOpasoBbIiBaTLCA MeXay
noodbIMK
NOBTOPSOLLMMUCS
eanHnuamu. PesyneraTt —
obpasoBaHue neTternb
(«wnunek»)



Oynnukaumn, nHcepumn n
Aeneunmn MoryT NnpuBoauTb K
N3MEHEHUIO PaMKM
CYMUTbIBAHUSA FTEHETUYECKOTO
Koaa.

Homep KoaoHa 14 15 16 17 18 19 +-» 146

Koaupyemast amuHoxucnora leu trp  gly lys val asn
NocnenosarenskocTs MPHK CUGUGGGGEBAAAGUGAAC - * *

l

Bunageuue (neneuus) C

l

MyTaHTHas aMMHOKMCNOTHAS NOCAEA0BATENbHOCTb leu trp gly lys stop
MyTarTHas nocnegosarensiocTs MPHK CUGUGGGGRAAG UGA

Puc. 2.7. PokoBbie TIOC/IEACTBASI MyTALIMK CIBUI pAMKH CUMTBIBAHUS B
rete B-mio0MHa YEI0BEKA, npuBoIsiLel K f(+)-TanacceMun.
MyTanusi CABUTA PAMKH CYNTHIBAHHS, BOSHHUKILIASA BCJIC/ICTBHE
peImaneHus Hykiaeoruaa C B reHe s B-rno6uHa, NpUBOAAT
K TOSIR/IEHMIO Ha HEOOJBILOM yJaleHWH OT Hee HOHCEHC-
konoHa UGA. B pesyibrate TpepbIBaeTCsl TPAHC/IALMA My=
TaHTHOH TocienoBateabHocTn MPH, T.e. mpekpaiiaercst poct
CHHTE3MPYEMOi TOMMMENTHAHON LETH




eHHble NHBepcun — rnepectaHoBKa doparmMeHTa reHa (Bo pparmeHTe
ncxodHagqa nocrnegosartenbHOCTL Hykneotngos T—A, —L 3a
MeHsieTcsa Ha obpaTtHyto —L, T—A).

YTpara amuHorpynnsl

CnoHTaHHblE NpeBpaLLEHNS
LUMTO3MHa B ypauun (a) n 5'-
METUNLUUTO3NHA B TUMUH (O)

UuTo3uu

5-MeTunuuTosun

~ -~ - ~



PekombuHaumm npu KPOCCUHIoBepe

=

HepaBHbIlN KPOCCUHIOBEP MEXAY
reHamu Ans KpacHOro 1 3eneHoro

LUBETOBOIO 3peHUA

Puc. 2.8. Kpoccunrosep u PEKOMOMHALIUS:

a) B ipoase I Meiio3a 1Be TOMOTOrUYHBIE XPOMOCOMBI pac-
nojaraiorest 60K o 60k. (JKupHble BepTHKaIbHbIC JTHHIHU
0003HaYal0T LIEHTPOMEPHI);

0) Mexiy oKycamu a ¥ b mpoucxoaut KPOCCHHTOBEP;

6) 110 OKOHYAHUU KPOCCHHIOBEpa MEXY NBYMSI XpOMATH-
amMu 0bpa3syeTcsi HOBasi KOMOUHAIUS ajulesei;

2) 3aBepiaeTcs Meito3 I;

0) 3aBepiuaetcs Meito3 1. [Isa us YETBIPEX MEHOTUYECKHX IPO-
AYKTOB SIBJIAIOTCS PEKOMOMHAHTHBIMM, a JBa Jpyrue —
HEPEKOMOMHAHTHBIE

3akoHHas pekoMbuHauna (0bmeH
FOMOSTOrMYHbLIMW y4acTKamm)

6)
e ([leViTEPAHONMSA)
i y ’ — i (HOpMa)

—t ey~ (HOpMa)
~=-([poTaHoNKs)

Puc. 2.9. IMocnencrBusi HepaBHOrO KPOCCHHTOBEpA:

(a) B HopMabHOM X-XpoMOCOME psJIOM JIPYT ¢ IPYroM pac-
TIOJIOXEHBI OJIMH I'eH KPacHOro IMUrMeHTa (YepHasi CTpesika)
v omuH (1), aBa (2) wim Tpu (3) reHa 3eM€HOro MUTMEHTA
(cepbie CTpeKH).

HepaBHbIN KPOCCHHIOBED MOXET JMOO M3MEHSATh YMCIIO Te-
HOB 3€JIEHOr0 MUrMeHTa (6), 160 NPUBOIUTD K JeJIeLIMH TeHa
KPacHOro M1rmeHTa (6), 1ubo K IeJIeLnu reHa 3e1eHOro Ir-
MeHTa (2). Jlenely reHoB KPacHOro WM 3€JeHOr0 MMUTMEH-
TOB MPUBOISAT K ABYM (hopMam JaibTOHM3MA — YaCTHYHOI
1IBETOBOM (KpacHO-3eJIeHOM) CJIENOThI: KPAaCHOLBETOBOM Clie-
niore (mpomanonuu; OMIM: 303900) () wiH K 3e/€HOLBETO-
Boit cierore (deimeparnonuu; OMIM: 303800) (2).

«He3akoHHas» pekombuHauus (B nobom
OpYrom mecTte). YyacTtme TpaHCrno30HOB,
YMEPEHHbIX BUPYCOB U T.MM.



TOYKOBbIE MYTAL U

1. Missense-myTauu4.
2. MyTauua co caBuromMm pamku,

3. Nonsense-myTauus.
4. CMHOHUMKMYECKas missence-myTauus.



1. Missense-myTauus. B ogHOM 13 TpmnneTos NPoONCXoanT 3aMmeHa 04HOoro
ocHoBaHus (Hanpumep, UTT—ITT), B pesynsrate 4ero U3MeHeHHbIN TpUnneT
KoaOnpyeT aMUHOKUCIOTY, OTIIMYHYIO OT TOM, KOTOPYH KOAMPOBas NPeXHUN
TPUNNerT.

2. MyTtauua co casurom pamku. Ecnn B nocnegosatensHocTb HK BkovaeTcd
HOBOE OCHOBAaHMWE UM Napa OCHOBaHWUW, TO BCE Nexawme 3a HUMU TPUNNEThI
N3MEHSAIOTCSH, YTO BNEYET 3a COO0M N3MEHEHME CUHTE3NPYEMOro nonunenTuaa.
Boabmem, Hanpumep, nocnenosartensHocTb ATT—TAI—LI'A, nepen koTopon
BKITIOUMMNOCL OCHOBaHMe T. B pesyneraTe nony4ynTtcs HoBagd
nocnepoBatensHoCcTb TAT—TTA—ILII—A... K Takomy ke pe3ynesraty npuBeneT
yTpaTa 04HOro U3 UMEeKLLNXCA OCHOBaHUMN.



3. Nonsense-myTtauma. B pesynsrate 3amMeHbl O4HOMO OCHOBAHMA BO3HUKAET
HOBbIN TPUNSIET, NPEeACTaBMALWNIA COOON TEPMUHNPYIOLWMIA KOOOH. B
reHeTUYECKOM Kode MMEETCH Tpu Takux TpunneTta. [pn Takon 3ameHe CUHTEe3
nonMNeNTUOHOM LENU NpPeKpaLlaeTcsa B HOBOM (T. €. APYron) Touke, U
COOTBETCTBEHHO 3Ta Lienb OT/IN4aeTcs CBOMM CBOMCTBaM OT nosimnenTtuaa,
KOTOPbIN CUHTE3 npexae.

4. CMHOHMMMYecKada missence-myTtaums. [eHeTnveckum kog obnagaer
3HA4YNTENBLHOW N3OLITOYHOCTLIO: ABa NN HECKONBLKO ero TPUNIEeToB KOAUPYHOT
OAOHY W TY XXe aMUHOKUCIOTY. [103TOMY MOXXHO OXUAOaTb, YTO B HEKOTOPbIX
criyyasix npyM 3aMeHe OCHOBaHWM OAWH TPUNMET 3aMeHAeTCa Apyrmm —
CUHOHUMUYECKNM, KOOUPYIOLLNM TY XXe aMUHOKUCNOTY. B aTtom cniyyae,
BCneacTeme n3bbITOYHOCTU Koga Mbl UMEEM OENO C MOMEKYNAPHbBIM
N3MEHEHNEM B npeaernax 4aHHoro reHa, KOTopoe He Bbl3biBaeT
doeHoTUnmn4eckoro agogpekta. Takne CUMHOHUMMYECKMUE MyTaLun, BEPOATHO,
NOBONIbHO OObIYHbI.



ToykoBble MyTaLuM C 3aMeHOW OCHOBAHUN
pas3genaroT Ha aBa

Knacca: TpaHauvuuni(3amMmeHa nypuHa Ha
NYyPUH NN NUPUMUAMHA HA NUPUMUAONH)

N TpaHceBepcun (3amMeHa nypuHa Ha
AMPUMNONH NIIM HaobopPOT).

OaunH n3 Hamnboree 4YacTbIX
TUNOB MyTaLKU 3aMeHa napsbl
Hykneotngos T—A Ha L—I
npu 3ToM obLLee Yyncno
HYKIeoTUA0B HE MEHAETCA.

Odynnukaumm, MHCepLn n
Aeneuum MoryT NpuBOANTb K
N3MEHEHUIO PaMKu
CUYMTbIBAHUSA r€HETUYECKOro
Koaa.



A. Hacneposanno TONKOBOR MyTaLMN
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313 owmbka nepeiasTcs BOEM ACHEPHUM
MONEKYTIAM B XO[8 BLCOXO TOHHOIO NPOUECTA

B. HacnenosaHue AeNeUMN HeTbIPeX OCHOBAKHA
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Ira olwmbxa nNepenasTes BCEM ONEPHUM
MOnEXY/IaM B xoag penmkaitian AHK




eHHble 6one3Hu
*CeprnosuOHOKIIemoyHas aHeMus
*@eHuUNIKkemoHypus
[ annakmo3semusi
*AnbbUHU3M
*HapyweHue ugemoeozo 3peHus



*CeprosuUOHOKIemoyHas aHeMUs




*@eHunKkemoHypus
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®KY —cytb 3abonesaHus

Den

MyTrauus reHa rugpokcunasbl
cbeHunananmHa PAH

Xpomocoma 12

Decpuumt rugpokcunasa
cbeHunananmHa (PAH) B
neyeHu
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Hakomenune penmnanannna

Tup




Qu3suyeckue npusHaKu:

- demu 6enokypbie co caemaoll koxel u 20nybbimu 2na3amu

- 4acmo omme4varmca 3K3ema, aepmamumbl

- MOYQ U NOM UMeKom « 3anaecHesenbll», «MblUIUHbLIU,
«80A4UU» 3anax

- 6biIcmpoe u YypeamepHoe npubasneHue 8 sece, 00HAKO
0CMAKMCA PbIXAbIMU, BANLIMU.

- y 6oabwuHcmea paHo 3apacmaem 6016w oU pOOHUYOK
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HuxHevenocTHo-nuueBon ansocto3 (mandibulofacial dysostosis)
cuHapom Tpuuepa KonnuH3a, cuHapom PpaHyecketTn-KnemHa

OTOT CUHLPOM BbI3BaH HOHCEHC- MyTauuen B
TCOF1 reHe (5932-933.1) nunn B POLR1C
reHe (6p21.1) n POLR1D reHe (13q12.2),
kogmpyowmx PHK-nonumepassbi | n |
nogpasgeneHuin, YTo NPUBOLUT K HeLOCTaTKy
reHHoro npogykrta. HacnegosaHue
ayTOCOMHO-AOMWHAHTHOE C BbICOKOM
NEHETPAHTHOCTbLIO U pas3fnNYHOM
9KCNPECCUBHOCTbLIO.

TunnuyHble KNUHNYECKne
NpuU3HaKun: rpyobin aedekT
NUUEBON YacTu Yyepena,
Kocornasue, Konobombl BEK,;
pasmep pTa, nogbopoaka n yuen
CYLLLIeCTBEHHO MeHbLUe HopMbl. B
HEKOTOPbIX CryYyasax —
ocrnabneHue cnyxa.




OTa MyTauusa BNMdaeT Ha pasBUTME KOCTHOM
N Opyrux TkaHen nuua. bonbLWMHCTBO
NocTpagasBLInX UMEKT HepasBUTbIE
nuueBble KOCTU, B YHaCTHOCTU, CKYSbl, U
OYeHb MalieHbKYH YencTb 1 NnogdbopoaokK
(Y HOBOPOXOEHHBIX).

MuHMManbHble AnarHocTu4YeckKkue
MPU3HaKN: aHTUMOHIOSTONAHbLIN pa3pes
rnas, rmunonfasus CKyroBbIX KOCTEN,
KOSTOBOMbI HUXXHMX BEK, aHOManunu
Hapy>XHoro yxa. PoT 06bl4HO BosbLLOon,
3ybObl pacTyT HenpasunbHO. NHoraa
OTMeYaeTcs paclyennHa Heba, yMCTBEHHad
OTCTanoCb pPasHOW CTENEHU BblpPaXXEHHOCTM.

[MpegnonaraemMmbli MEXaHU3M OENCTBUA MYTAHTHOMO reHa - HapylweHue Backynspusauum obnactu
nepBon BUCLEpPanbHOW Ayrn (M3 KOTopor hopMmnpyeTca 3HaunTeNnbHas YacTb JIMLEBOrO CKerneTta c
MblLLLIAMM N KOXEN) N3-3a aHoOManun pa3sutna Arteria stapedia (cTpemsiHHOM apTepun) (4-5-a
Henenst BHyTpUyTPOBHOM XKU3HN).



U3YHEHUE
TEHETUKU
YEJIOBEKA




N3yyeHMe reHETUKKN YerioBeKa CBA3aHO C PAAOM
O0COOEHHOCTEN U OO BHLEKTUBHbLIX TPYAHOCTEMN:

1) CrOXHbIN KAapUOTUIT;

2) No3aHee NosfioBOe COo3peBaHME U peakas CMeHa
NOKONMEHUWN;

3) Manoe KonmM4yecTBO NOTOMKOB;

4) HEBO3MOXKHOCTb 9KCNEPUMEHTUPOBAHUS;

5) HEBO3MOXHOCTbL CO34aHNs O4NHAKOBLIX YCITOBUN
XKU3HMN.



KnnHukoreHeanornyeckmm metopq OIS NpearioxXeH B
1883 r. ®. [anbTOHOM. OH OCHOBaH Ha NOCTPOEHUN
POOOCIIOBHbIX U MPOCeXUBaHUN B paay NOKONeHUn
nepegayvu onpeneneHHoro npusHaka.

a O Myxuuna O30 Bpak myxuuHbl (Obin

- KEHAT ABaX/Abl)

O XeHwwuHa i
O PoacreeHHbln Bpak

< TMon He BbICHEH

; O{1 Poaurenu
B O6naparens Usyuaemoro NpusHaka ¥
O rBTep()BM['OTHbIﬁ HOCUTESb Detun NOPSAOK UX POXAEHUA
U3Y4aeMoro peuecCcuBHOro reHa ©)

A PaHo ymep

ljb PasHosiuossle B1n3Hebl
O bBpak

(‘f\o OaHosuoBbLIE BM3HEL b

C nomoulbo JaHHOro MeToga MOXKHO onpeaennuTb, AENCTBUTENBHO NN
n3yyaembln NpMU3HaK HacneacTBEHHbIN, a TaKKe XapaKkTep HacrnegoBaHus
(OOMWHAHTHBLIW NN PeLLEeCCUBHBIW, CLUENSIEHHbBIN C MOSIOM USN e HET).
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[lpumepbl pOOOCIOBHbIX YeriogeKka: a — C PeuyeccusHbIMU rnpu3HaKkamu;
6 — o nonudakmunuu — wecmurnanocme (QOMUHaHMHbIU MPU3HaK)
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NoscHeHuAa
Hew @ Xenuwwa cywcreennoi I Mepreopoxaenme
yo OTCTanccTsio o
iy A CaMonNpon3B0NsHLIA BoIKUASILW
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Ha pucyHke npeactaBneHa pooocrioBHasi CeMbM C XPOMOCOMHbIMU abeppauuamu. Cpeaun
pOOCTBEHHMKOB My»Ka - yMCTBEHHO OTCTanasi cectpa, a B ceMbe GpaTta Myxa - ABa
CaMOMpPOU3BOSbHbIX BblkMAbIlLa. CeMelHbli aHaMHe3 nokasaTerieH, B 0COBEHHOCTU C TOYKUN 3pEeHUS
HanMynsi B CEMbe CaMOMPOU3BOSbHbIX BbIKMABILLEN U CryYyas MEPTBOPOXAEHUS C BHYTPUYTPOOHON

3aepXXKOn pasBUTUS.
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Bansgemap [expux Anekceit Pynnpext AnbdhoHco

PopnocnoBHas ¢ X-cuenneHHOM peueccuBHon remochunmen B B
eBponenckKkux KkoponeBckux gaomax. Koponesa Bukropusa (1.2) 6bina
retrepo3uroton. OHa nepegana MyTaHTHbIN FreH OAHOMY CbIHY-reMo(UINnKy
U TpeM foyepsim.



lNeHeanozu4eckuli Memod, unu Memoo0 aHasiu3a PoOOCJI08HbIX,
8KJIr04aem csiedyrowue amaribl:

1. Cbop cBeaeHun y npobaHaa (nmuo, K KOTOpoMy CTPOUTCH
pPOOOCOBHAsA) O HanNM4Mmn NN OTCYTCTBMW aHaNM3UPyeMoro npmaHaka
(4alle 3aboneBaHus) y ero poaCTBEHHUKOB U COCTaBNEHNE NereHabl O
KaxgoM 13 HUX (CnoBecHoro onucaHust). [ina 6onee To4HOro pesynsrata
Heobxoanumo cobpaTb CBEAEHUS O POACTBEHHUKAX B TPEX-YETbIPEX
NOKOJSTIEHUSAX.

2.padmnyeckoe n3obpakeHmne pogocrioBHOW C UCMNONb30BaHUEM
YCNOBHbIX 0003Ha4YeHun. Kaxxabin pogcTBEHHUK Npobanaa nonyvyaeT CBOM
lwundp.

3.AHanu3 poaoCnoBHOW, peLlaloLLnn creayrLwme 3agayn:.

1) onpegeneHnue rpynnbl 3aboneeBaHnn, K KOTOPOWU OTHOCUTCS
nccnegyemas 6onesHb (HacneacTBEHHON, MYIbTUdIAKTOPUAanbHOMN UK
rpynnbl eHoKoNui);

2) onpegeneHve TMna n BapuaHTa HacregoBaHus;

3) onpeneneHne BeposaTHOCTU NposiBneHna 3abonesaHns y npobanaa u
OpYyrnx poacTBEHHMKOB.



Bnun3sHeUOBbLIN MeTOA N3YYEHUS FEHETUKN YernoBekKa
BBedeH B MeOUUMHCKY0 npakTtuky ®. anstoHom B 1876 T.
[lo3BongaeT onpeaennTtbs COOTHOLLEHME POnu reHoTuna u
BHELLHMX YCITOBUN B Pa3BUTUMN KOHKPETHbLIX NPU3HAKOB.




CAnS nsUeNTS [lge NNaueHT b~

lee sAuekneTkn

Oann sRyexneT=a
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MpoueHT cxoacTBa 6NMM3HELOB MO N3y4YaemMoMy NPU3HaKy
Ha3blBaeTCcA KOHKOPAAHTHOCThLIO, a MPOLEHT pas3nuyus -

ONCKOPAAHTHOCTbLIO.
NMoCKONbKY MOHO3UrOTHbIE€ ONIM3HeLUbl UMEKT OANHAKOBbLIW FreHOTUNN,

TO KOHKOPAAHTHOCTb Y HUX Bbille, YeM Yy AUN3UTOTHbIX.




bnnsHeuoBbIN METOA N3y4aeT
COOTHOCUTENbHYIO POJib reHoTUNa U
cpenbl NyTeM cpaBHeEHUS 6NM3HELIOB

Ana oueHKU ponu HacneacTBEHHOCTU U cpeAbl B pa3BUTUM TOMoO UITU MHOTO NMpPU3HaKa
ucnonb3yetca popmyna XonbuuHrepa:

I<ME - K,L'I,E
1000/0 - Kus

H — nokasarenb HacneayemMocTy npusHaka

Kiyg — NoKasatenb KOHKOpAaHTHOCTU B %% Y MOHO3UIOTHbIX
6nu3Heuos

Ky5 — Nnokasarenb KOHKOpAAHTHOCTU B %% Y nmkﬂﬁwbﬁwared
Gnu3Heuos v ey

Ecnu pe3synkraT pacyeTtoB no hopmyrne XonbuuHrepa npnonmxaercs K eamHuue, To
OCHOBHAafl poJfib B pa3BUTUN NPU3HaKa NPUHAANIEXUT HACNeaCTBEHHOCTU, U HAOOOPOT,
yemMm Gnuxe pesynbrTaTt K HYyJf0, TeM 6onblue ponb cpefoBbIX haKTOPOB.



[MpeHaTanbHasA AMarHOCTUKa BPOXOEHHbIX U
HacrnencTBeHHbIX bone3Hen - 3To KoMNeKcHas
oTpacsib MeguLUuHbI




[1pu ope2aHu3auuu u pazgumuu cucmemsl rnpeHamarsrbHoU duagHOCMUKU OOSTKHbI
BbINONHATLCA crieayowme ycroBus:

- dnarHoctnyeckme npouenypbl AOMKHbI ObITb Oe30nacHbIMU AN 300POBbS
MaTtepu 1 nnoaa;

- npouenypa He OOoSMKHa MNoBbIWaTe BEPOATHOCTb NMOTEPU Nioda cpasdy UM nocne
ee NpoBeaeHNs B oTaaneHHbIn nepuoa;

- Bpaun, Brnagetowine TeXHUKOW npeHaTtanbHOM OUarHOCTUKU, OOSKHbI 3HATb
BEPOATHOCTb NMOCTAHOBKM NCEBAO-MNOMOXUTENBHbBIX NN NOXXHOOTPULATENLHbIX
ANarHo3oB
-CneumanunucTbl AOSMKHbI 3HaTb AMAarHOCTUYECKNE OrpaHNYeHns Metoda
- pynna cneunanncToB AOMMKHA CTPOro nNpuaepXmBaTbCs CTaHA4apTOB NPOBEAEHUSA
npoueanyp v nabopaTtopHbIX aHanNM30B, OCYLLECTBNATb TEKYLLWIA KOHTPOSTb
KadecTBa paboThl, a TakKe MMETb CTaTUCTUKY 3aBepLUEHNA DepEMEHHOCTEN U
pasHornacui guarHo3oB (KOHTPOMb rnocsrie abopToB UMK NOCIIE POXOEHUSA).



[lbeHamarnbHass OuacHocmuka OOJIKHa 8Krtodame 0ea amarna:

- NEPBLIN 3Tan - BbISIBIIEHMNE XEHLUMH (TOYHEE, CEMEWN) C NOBbILLEHHbBIM
PUCKOM HEDBNAronpuATHOro, B reHETUYECKOM MnaHe, pesyrneraTa
bepeMeHHOCTU NPU MEONKOrEHETUYECKOM KOHCYNLTUPOBaAHNN UM
nepBNUYHOM 0b6cnegoBaHUM Bcex DEpEMEHHbIX, B TOM YUCIIE C
NCNOMb30BaHNEM CKPUHUHI METOAOB;

- BTOpPOW aTan - cCObCTBEHHO npeHaTanbHas gnarHocTmka. AHanu3bl
NPOBOAATCSA TOMNbKO XEHLWMHAM, UMEKOLLNM aKTOPbl PUCKA;



Noka3saHuA K npoBeAeHUI0 NpeHaTanbHOU ANarHOCTUKMU:

1. Bo3pacTt matepun 35 rer;

2. Hannuune B cembe npeabiayliero pebeHka ¢ XxpoOMOCOMHOW NaTonornen, B
TOM Yyncne ¢ cuHgpomom [layHa (npeaLllecTByowmn aHeyCoOMUK);

3. [NepecTporkn poanTenbCKNX XPOMOCOM,;

4. Hannune y cembn 3aboneBaHni, KOTOpbIE HACMEOYTCS, CLENMEHO C
nosfom;

5. CuHgpom pparmunbHon (NomMkomn) X-xpomocombl (cnHgpom MaptunHa-benn,
BTOPUYHAA NMepeTaKKa Ha ANMHHOM nriedye X-XpoMOCOMbI B JfIokyce Xq27-28,
3aborieesaHue xapkmepusyemcs cuerseHHoU ¢ rosioM yMcmeeHHoU
omcmarsiocmaio);

6. lemornobmnHonaTuu;

7. BpoxxgeHHble ownbkn metabonuama.

8. PasnnyHble HacneacTBeHHble 3aboneBaHnsl, AMarHOCTUPYEMbIE METOAOM
cuennenmna ¢ AHK-mapkepamuy;

9. [lethbekTbl HEPBHOM TPYOKN.

10. dpyrme nokasaHus gns UutoreHeTU4eCcKom npeHaranbHOW AUarHOCTUKN.



MeToAabl npeHaTanbHOU ANArHOCTUKM:
sysibmpa3eykoeasi duazHocmuka (Y3W),
eornepamueHasi mexHuka (XxopnoHbumoncuio,

aMHMO-N KopaoueHTes, 6UMONCUI0 MbILLL, U

KOXW nrioga),
esjabopamopHasi duacHOCMuUKa

(UMTOreHeTU4YECKNE, DNOXUMUNYECKME,

MONEKYNAPHO-TEHETUYECKME).




AMHMOLEHTe3

Brnoxnmumnyeckoe
nccnegoBaHue
OKOMnonnogHbIX BOA
Ha BbISBNEHUEe
MapKepoB
reHeTU4YeCcKoro
Amniotic fluid| 3a0oneBaHus

Placenta
Fetus
Uterus
(womb)
Cervix
KapuoTtunupoBaHue

KNeTok nnoaa —
BbIIBIIEHNE FTEHOMHOIO
NN XPOMOCOMHOTIO
HacneacTBEHHOIO
3aboneBaHus




LMTONrEHETUYECKUE METODbI



LinTonornyeckne metoabl CBs3aHbl C NpoBeAeHNEM OKpallMBaHUS
LMTONOrMYecKoro marepuana v rnocrneayoLien MUMKpocKonuen.

B aTy rpynny metoqoB BXOAOAT:

1) mMeTon onpegeneHna X-xpomatnHa nHTepdasHbIX XpPOMOCOM MyTeEM
OKpalunBaHNSA HeIOPECLEHTHLIMU NN PIIFOOPECLEHTHLIMU
Kpacutensamu,

2) MeTon onpegeneHnsa Y-xpomatnHa nHTepdasHbIX XpOMOCOM
OKpaLumsaHnem orroopecLeHTHbIMU KpacuTensmum;

3) PYTUHHBLIA MEeTOA OKpaluMBaHUA MeTadasHbIX XPOMOCOM AS14
onpeneneHna KonnyecTea 1 rpynnoBon NPUHALNEXHOCTN XPOMOCOM,
naeHtTndumkaumm 1, 2, 3, 9, 16 xpomocom 1 Y-XpOMOCOMbiI;

4) meton onddepeHumansHOro okpaluBaHma MetagasHbIX XpOMOCOM
anga naeHTudounkauum BCex XpOMOCOM Mo 0COBEHHOCTAM nonepeyHon
ncyepyeHHoCcTU. B aTOM MeToae valle Bcero Ansd MUKPOCKOMUK
ncnonb3yoTcs numountbl, dubpobnacTbl, KNETKM KOCTHOrO MO3ra,
NOMNOBbLIE KNETKNU, KINETKN BONOCAHOWN JTYKOBULbI.



Onpenenenue Tensbua bapa u f-tenbua

TENBUE Bappa



MeTon KapuoTunupoBaHUs

2-5 MJ1 BEHO3HOMH KpOBM

V

Ornenexnne IpUTPOUMTOB

JlobasicHue
i S cpenbt
1 B CYCIICH3HIO

JICUKOLMTOB

Hukybaums
B TeucHue 3 nHeH
npu 37 °C

LT
KKK KKK KK K KX
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JlobasaeHue
KOJIXMLIMHA

’

u_u I X
Kapuotun

®dortorpadupoBaHue

EN

OkpalumBaHue

PacnipeneneHue KIeTOK Ha
NpeIMETHOM CTEKJIE
MyTEM packKarbiBaHHsl

—_—
EN

L
LA
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EN

DuKcaums KJIeToK

N

OTtnenexHue
JICUKOLUMTOB

'unorouusaums

{: COJICBbLIM paCTBOpOM



buoxnmmuyeckume MeTOObl. [1o3BonsOT BbISIBUTb IGO0
aHoManbHble 6enKn-gepmMeHTbI, TMOO NPOMEXKYTOUYHLIE NPOAYKTbI
obmMeHa, CBUAETENLCTBYOLWME O Hann4nu bonesHun. CerogHs
ycTaHoBneHo bonee 1 Tbic. 3abonieBaHni N HapyLLeHn obmeHa
BELLECTB Y YernoBeka, UMeLLNX HaceLCTBEHHY0 nNpupoay.

Bce bnoxnmmyeckme Metogbl AenNAT Ha:
Ka4eCTBEHHbIE,

KONMMYeCTBEHHbIE U
MNOSTYKONMNYECTBEHHbIE.

[ns nccnegoBanusa 6epyT KpoBb, MOYY UM aMHUOTUYECKYH KUOKOCTb.

[TokasaHunsa ans npuMeHeHns BMOXMMNYECKNX METOLOB:

1) yMCTBEHHasi OTCTasrioCTb HESICHOW 3TUOSOMNU;

2) CHWXEHMWEe 3peHuns 1 cnyxa;

3) HenepeHOCMMOCTb HEKOTOPbLIX MULLEBLIX NPOAYKTOB;

4) CyOoOpOXHbIA CUHOPOM, NMOBbILLIEHHbIV NI NOHWMXEHHBIN TOHYC
MbILLIL.






OHK-gunarHocTuka

OTO Hanbonee TOYHbIN MeToL ANarHOCTUKM MOHOMEHHbIX
HacneacTBeHHbIX 3aboneBaHunn.

lNMpenmywecTBa metoaa:

1) nosBonseT onpenenuTb NPUYNHY 3aborieBaHns Ha reHETUYECKOM
YPOBHE;

2) BbIABNSAET MUHMMASbHbIE HapyLleHnsa cTpykTypbl OHK;

3) ManovHBa3uBeEH;

4) He TpebyeT noBTOpeHUs. B ocHoBe MeToaa NexuT yBenuyeHue
konnn pparmeHToB [JHK

pasnu4yHbIMU cnocobamu.



AKCUOMbI MEAELIUHCKOW FrEHETUKMK

HacnenctBeHHble 60ne3Hn aBnATCA 00LEen YyacTbio HacneacTBEHHOM
N3MEHYMBOCTU YeroBeKa.

B pa3BnNTUN HacneacTtBeHHbIX NMPU3HAKOB UITA bone3Hen NPUHNMAIOT
ydyacTtue HacnengcreBeHHaa KOHCTUTYyLnA (FeHOTI/II'I) N BHELWHAA Cpeaa

YenoBe4yecTBO OTArOLEHO OFPOMHBIM «IPYy30M» Pa3HO0Opa3sHbIX
MYyTaLMiA, KOTOpble HakannMBanuch B NPOLIECce ANUTENbHON 3BONIOLUK

HacnegcrtBeHHasa OTAMOWEHHOCTb CoBpeMEHHOIo 4yernoBeka COCTOUT N3
ABYX KOMMNOHEHT. I'IepBaﬂ — HaKornJieHHble B rnpouecce 3BOJTIIOLUNOHHOIO U
NCTOPUNYECKOIO pPa3BnUTUA YernoBevecTBa NaTtoriorn4eCckne Mmytaunn.
BTOpaFl — BHOBb BO3HUKLLUNE rEeHEpPaTUBHbIE MYTaLIUN.

Cpena obutaHna Yenoseka, «rpaHuubl bpakoB» (MeXxHaunoHarbHblE,
pPenUrnosHble, STHUYECKNE, coumnanbHble NPEensaTCTBUS), NNaHNpPOBaHNE
CEMbM N Op. NPUBOAUT K NOSIBIIEHUIO HOBLIX MyTaLWN.

I'Iporpecc MeanunHbl NPUBOOUT K YBEJTUHEHNIO NPOOOITXNTESIbHOCTU
XM3HU BOMNbHbIX C HacnegcTBEHHOW NATONOrMen U BOCCTAaHOBNEHULO Y HUX
peI'IpO,EI,yKTI/IBHOIZ dKTUBHOCTHU, U creaoBartesibHO yBEITIMYEHNIO NX YNCT1a B
nonynaunn.



OTBeTUTL Ha BONPOCHI:

Wi

Kakue npuymnHbl MOryT nexxatb B OCHOBEe
cuHgpoma [layHa?

Yto Takoe PobepTcoHOBCKME MyTaumumn?
YTo Takoe HOpMa peakummn?



- : o
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BIIATOOAPKO 3A BHUMAHUE!



