JEKITHA 1

I'eHeTHKA Yesi0BeKa (1)



I eHeTHKA YeI0BEKa

I 'eHeTHKaA yenOBEKA U3YYaAET
HACJICACTBEHHOCTh U U3MEHUYMBOCTb YEJI0OBEKA U,
Hapsay ¢ APYTMMH (PyHIaMEHTAIbHBIMHU HAayKaMH,
ABJIACTCA TEOPETUUECKOU OCHOBOW COBPEMEHHOU
MEIUIAHBI.



I eHeTHYECKHMH MaTepHuaJI YeJI0BeKa

1. xpomocomHas JJHK (95%)
2. wmutoxonapuanbHas JJHK (5%)

I IpucyTCTBYIOT:

3. KozblieBble MOJIeKyabl JIHK

4. TPaAHCIO3UPYEMBIEC TCHETUUYECKUE DIIEMEHTEI
5. HYKJIEHMHOBBIC KUCIOTHI KpoBH (10-30 HI/MmT)



r

Dpakuun xpomocomuou /IHK

HK, koaupyroias nmociaea0BaTeIbHOCTH

aMHHOKHCJIIOT B O€JIKax,

'
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1K, kogupyromas pPHK,

1K, konupyromas TPHK,

1K, konupyronias npanmepsl,
1K, koqupyromas mssPHK,
1K, kogupyromas MmuPHK,

r

1K, xogupyromas siPHK,

PETYISITOPHBIE 3JIEMEHTHI,

n3oniTounas JJTHK.




N30bITOuHas JIHK

BCTABOYHBLIC ITOCJIICIOBATCIIBHOCTHU U YHACTKHA
MCKYy I'CHAMMU,

MHTPOHBI,
MHOTOKOIIMHBIC I'€HBl,
HEepaOOTAIOIINE TCHHEI,
[ICEBIOICHHEI,

IIPOILIECCUPOBAHHBIC IICEBAOT€HBI,
ITOBTODBHI,

caresuintHas JIHK.



Kapunoruil yejioBeka

« B 1956 . npakTMyeCK® OAHOBPEMEHHO JABE MaphI
ucciueponareneut: J[xx.Tuo n A.JIepan, UH.®opa u JIxk.
XaMMEPTOH YCTAHOBWJIA YHUCIIO XPOMOCOM Y
yeJsioBeka - 46.

« OCHOBBI CYIIECTBYIOIIEH YHUPUIUPOBAHHOM
KJaaccuPUKALIUU XPOMOCOM ObLIM 3aJI0KEHBI B 1960
rony B JleHsepe.

« B 0CHOBY Kiaccu(UKaIUX HOJI0KEHBI pa3Indus B
JJIMHE XPOMOCOM U PACIIOJIOKEHUU LIEHTpoMeEpbI. Ha
OCHOBAHMH PA3JIAYMM BBIACICHBI 23 mapbl XpOMOCOM.
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« Kaxkmass XxpoMocoMa U €€ IUICYM 3aHUMAIOT B SAAPE
CBOIO COOCTBEHHYIO TEPPUTOPHIO, HE JCIIS €€ C
APYTUMH XPOMOCOMaMH.

« Xpomocomuasa meppumopus OKpyxKeHa
MEACXPOMAMUHOBLIM NPOCHPAHCIBOM, B KOTOPOM
MHOTO (D€pMEHTOB, OTBETCTBEHHBIX 3a
TPAHCKPUIILIUIO U TIPOLIECCUHT.

« B uHTEepdazHOM XpOMOCOME €CTh PalOHbI
oOoraIleHHble reHaMu - R-03HIIBI 1 00€THEHHBIE
reaamMu — G-0Od3HBI.

« (G-Oenbl pacOpeaeaeHbl MEXK Y BHYTPEHHEH 4acThIO
XPOMOCOMHOM TEPPUTOPHUHU U €€ ITOBEPXHOCTHIO.

« B MexxpoMaTHHOBOE OPOCTPAHCTBO BBIXOST
rurantckue nemiu JJHK B ux cocraBe reHbl, akTUBHO
padoTaroIIKue B KIECTKE.




« BeposaTHo, Takoe pacniosioxxenue R- u G-
O’HJIOB COXPAHSIETCS U B MUTOTHUYECKUX
XpPOMOCOMaXx.

« CylIeCTBYET TMIIOTE3a, COINIACHO KOTOPOU
HEOOXOJUMBbIN BapHUAHT IIPOCTPAHCTBEHHOM
OpraHu3aluu XPOMOCOMHBIX TEPPUTOPUI
(opmupyercs npu Ju@@epeHIUPOBKE KIETOK,
4YTO ONPEJCNISACT CIECKTP I'€HOB, KOTOPhIE MOTYT
OBITH JOMYILIEHBI K padoTe.



WHTepdasa meTahaza
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G-63HAbI - cuUHUKM uBeT, R-03HAbI - 3eneHbIN uBeT




[Ipu auddepeHnaIbHOM OKpaIlliBaHUM B
TOMOJIOTHYHBIX XPOMOCOMaX OOHAPYKEHbI Pa3IUUMS
B IIIMPHUHE HEKOTOPHIX MOJIOC. ITH MOJIUMOP(PHBIC
YYaCTKH — HEKOJUPYIOIIME BHICOKOIIOBTOPSIOIIAECS
nocaenoBarenbHOCTA JIHK. OHM ncnonb3yrores JJis:

IIPEHATAJIbHON JUArHOCTHUKM,

YCTAHOBJICHHS OTIIOBCTBA,

YCTAaHOBJICHUSI 3UTOTHOCTH OJIM3HEIIOB,
MIPOTHO3UPOBAHUA OTTOPKEHUSA TPAHCILIAHTATA.

BhIsIBICHBI ICKOHACHCHPOBAHHEIC B MeTadase
YYaCTKH — JIOMKHE YYACTKH, II€ MOTYT IMPOHUCXOIUTh
"mostHbIe" pa3phIBBI XPOMOCOMBI. KimHnueckoe
3HAYCHUE UMEIOT HAPYIICHHUS B YYaCTKE,
PACIIOJIOXKEHHOM Ha KOHIIE JJIMHHOIO Ijieya X-
XPOMOCOMBI, KOTOPBIE BBI3BIBAKOT CUHIAPOM JTOMKOH
X-XPOMOCOMEI.




XpoMOCOMbI YenoBekKa



Xpomocoma 1

Camaga bonbLluag no anvHe.

CoaepXuTt borbLLe BCEX XPOMOCOM
reHeTn4yeckon MHopmMaLmmn O CTPYKType
YyerioBeveckoro opraHuama (8%).

Copepxutcsa 3 141 reH.

350 reHoB BbI3bIBAOT HACNeOCTBEHHbIE
3aboneBaHusa U aHOMarnMn pa3BuUTUSA
(MapKMHCOHM3M, bone3Hb AnbLrenmepa, ayTnam,
3afepkka YMCTBEHHOIO pas3BuUTUS,
ranakTo3emMus, roMoLUNCTUHYPUS, paa
OHKOJ10rnyecknx 3abonesaHumn).



Xpomocoma 2

« KonnyectBo reHoB — 2500.

- KonnyecTtBo ocHoBaHun — bonee 240 mMnH,
N3 KoTopbiX 95% onpeneneHxs..

- [lpumepbl bonesHen, accoLmMMpoBaHHbIX C
reHamMm XpOMOCOMbI 2:

e reMoxXpomaTos,
e PaK TONICTON KULLIKW.



XpoMocomMa S

« KonnyecTtBo reHoB — 1700.

- KonnyectBo ocHoBaHu — okono 180 mnH,
N3 KoTopbiX 95% onpeneneHxs..

- [lpumepbl bonesHen, accoLmMMpoBaHHbIX C
reHamMu XpOMOCOMbI S:

e TOMOUMNCTUHYPUA,
e CMHOPOM KOLLAYbEero Kpuka.



Xpomocoma 11

KonnyecTtBo reHoB — 2000.

KonnyecTtBo ocHoBaHu — bonee 130 MnH, U3
KOTOpbIX 95% onpeneneHs.l.

[Tpmepbl bonesHen, accoumMnpoBaHHbIX C
reHamm xpomocombl 11:

beTTa-Tanaccemus,

CeprnoBUaOHO-KNeToYHasA aHeEMUS,

CMHAPOM AnuTtenbHoro nHtepsana (LQT),
cemenHasa CpeagmseMHOMOpPCKas nmxopaaka.



Xpomocoma 22

Camaga maneHbkasa xpomocoma — 1,6 — 1,8% reHoma.

bonee 40 MnH ocHoBaHMKU, N3 KoTopbix 6onee 70%
onpeaernexo.

[eHoB Oornee 800, onpeneneHo 679 reHos,
coctaBnsaowmx 13 mnH n.H., unm 39% BCEN XPOMOCOMBI,
N3 HUX:

247 y>Xe N3BECTHbIE MeHbl,

ABd U3BECTHbLIX N’EHa JTIOKaJ1M30BaHbl B MNPOTA>XEHHbIX
MHTPOHAX ABYX APYIMX TEHOB,

134 — ncesaoreHbl (204 Tbic. n.H. nnn 19% Bcen
XPOMOCOMbI), OONbLUNHCTBO — NPOLIECCUPOBAHHbIE
nceBOoOreHs.l.

OnpenerneHo HECKOMNbLKO MrEeHHbIX CEMENCTB
(MMMYHOITI00YNMHOB, MMIOTATUOH-S-TpaHcdepas,
doopbornunHoB 1 ap.).

Hekogupyrowme nocnenoBaTeribHOCTU COCTaBMAOT
41,9% XpoOMOCOMBI.




- OCHOBHble YacTo BCTpevatrumecs nocnegoBaTenbHOCTU
— Alu-noBTOpPbI, KOTOPbIE POPMUPYIOT OITOKM B panoHe
LEHTPOMEPbLI U MOYTU B LIEHTPE ANIMHHOIO nieva.

[laTonornsa xpoMoCcoMbl YCTaHOBMEHA NMPU HEKOTOPbIX
reHETUYECKNX N OHKONOTMYecKux 3aboneBaHunsX:

= TPUCOMUA XPOMOCOMbI 22 Bbl3bIBAET CUHAOPOM
"Kowaybero rnasa" (konoboma pany>xHou 000NoYKH,
apyrne nopoku pasBuTus, YMCTBEHHAs! OTCTaNoCTb),

« Jeneumda cerMeHTa g nneva npmBoauT K cuHapomy Au
[>xopmxu (HapyLLEeHUst HECOBMECTUMBIE C XKU3HbLO, UK
Beno-kapano-dauunanbHbIi CUHOPOM C XapakTepPHbIMU
nopokamm cepalia n KpynHbIX COCya0B).

= TPUCOMUWN, MOHOCOMUU, TPAHCIMOKALIMN PA3ANYHbIX
XPOMOCOM U XPOMOCOMbI 22 BbIABMNEHbI NPU fIENKo3ax u
nuMmdgomax, 4acto OOHapyXMBatoTCS B ONyXOnsX,

= TpaHcoKkaunm XpomMocom 9 n 22 npmeoauT K
doopmMupoBaHUto gousiaderibghutickol XpPOMOCOMBI.
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Ph-zpoMocoMa OTCWICTEYET



OMOCOMbI

[TlonoBble XK




e X- N Y-XpOMOCOMbI COBEPLLEHHO pa3Hble,
KpoMe NnceBOoayTOCOMHbIX YYaCTKOB.

- [lceBOoayTOCOMHbIE Y4ACTKMW:
= pacrnonararTCAa Ha KOHUax p nreu,

« (paKTUYECKU NpeacTaBnatoT cobon 24-10
napy aytocom,

= B MY>KCKINX MOJSI0BbIX KIIeTKax
pekomMmbunHaums mexay X-u Y-
XpOMOCOMaMu1 B HOpMe OrpaHu4yeHa
rncesgoayTOCOMHbLIMM y4acTKaMM.




X-XpomMocoma

OpgHa 3 cambix bonbLinx, 5% oT obLwen anuHbl reHoma
(155 MunnuoHoB xmummnyecknx 3aseHoes [HK),

1098 reHos, kogupyroLwmx 6enkn (okono 4% BCcex reHos),
4yT1o Ha 1020 reHoB bornble, YemM Y Y-XpOMOCOMBbI,

HN3KaA MIOTHOCTb NreHoOB,

307 reHOB BbI3blBalOT HAacneacTBeHHble 3aboneBaHnd
(okono 10%, N3BeCTHbIX rEHHbIX BOe3HeN),

56 reHoB cxXodHbl C reHaMn Y-XpOMOCOMBI,
OonbLUOE YNCO NCEBOONEHOB,

56% AnuHbl - noBTOopbl, 29% ANWHLI -
PETPOTPAHCMO30HbI,

10 NpOLEHTOB reHOB OTHOCATCA K CEMEUCTBY, KOTOPOE
KoanpyeT Benkn, 0bbI4HO MPOMN3BOANMBIE B MYXKCKUX
AnYKax, HO TakxKe MosiBMSALWMECS B PAKOBbIX ONYXOSisiX,

coaepXunT 5 pasnuyHbix obnacrten, Kaxkgasi U3 KOTOpPbIX
UMEET reHbl, Koraa-to oowme ans X- n Y-XpoMOCOM,



NHaKTUBaLUMS — JO30Basd KOMMNeHcauusi, MPpOUCxXoanT B
9MOpMoOHanbHOM Nepuoae,

LEHTP MHaKTUBaLMK — XIC pacrosioXXeH B g-nreye
XPOMOCOMBI,

reH XIST (X-inactive specific transcript) oTBe4aeT 3a
NHaKTMBaLMIO XPOMOCOMbiI,

NHAKTUBUPOBaHHAaA X-XxpoMocoMa pennuuupyeTcs B
KOHLUEe S-nepuoaa,

He MHAKTUBUPYETCS NCEBOOAYTOCOMHbIN YHaCTOK U
HEKOTOPbIE MeHbl,

B MHAKTMBUPOBaAHHOW XpomMmocome paboTaeT 15% reHos,
a B psige cny4vaeB paboTtaeTt ewe 10%,

B KNneTkax, 06pas3yroLlmx nnaueHTy, MHaKTUBMpYyeTcs X-
XpoMocoma oTLa,

Kaxkaasi KNneTKa XEHCKOro aMbpuoHa «BbIOUpPaeT», Kakyro
X-XpOMOCOMY MHAKTMBUPOBATL (OTLAa Uin martepnu),
BbIOOP criydaeH u HeobpaTum,

Hannyme reHa DAX.



Y-XpomMocoma

bonee 50 MIH N.H., 6 MIMH — NaNUHAPOMBbI.

Coaepxut 78 reHoB (60NbLUNHCTBO FrEHOB
pacrnonaraeTcs B nanMHgpomax), u3 Hux:

/ — BbI3bIBAKOT HAcNeaCTBEHHble Dones3Hu,
reHbl «JOMaLUHEro Xxo3amcTeay,

reH — perynatop SRY(Sex reversal Y), KoTopbii
3anyckaet anddepeHumpoBky XY aMOPMOHOB Mo
MY>KCKOMY TUMy,

rpynna reHoB, KOHTPOJIMPYOLLMX raMeToreHes y My>X4nH
(AZF-nokyc, reHbl DAZ KOHTPONMMPYIOT crnepmMmaToreHes)
NO3TOMY C reHamMun Y-XpOMOCOMbI CBA3aHO MYXCKOe
becnnoawue,

reHbl, CTUMYynupyoLme B Mo3re JopamMnHoBbIE
HENPOHHI,

OOHapy>XeH reH, KOTOpPbIN CBA3aH C NOKa He
yctaHoBneHHon doyHkumnen LIHC.




iIMeeT MecTO «nepeTtacoBKa» reHoB, YTo:

CI'IOCO6CTByeT CaMOBOCCTaHOBJ1IEHNIO N ATTUMNHAUNUIN
MYTaAHTHbIX TEHOB,

NPUBOAUT K NOTEPE HOPMAarbHbIX FEHOB U MY>XCKOMY
oecnnoauio.

CopgepxuT, okosio 600 HykreoTnaos, KOTOpble
OTNMYalTCHA OT TAKOBbIX B XpPOMOCOME OTLa.

[eH DAX (reH X-XpoMOCOMbI), OKa3aBLUUCL Ha Y-
XpomMocome, cynpeccupyet reH SRY, n pebeHoK rpwu
Kapmotune 46,XY poxgaeTtca 4eBOYKOM.



[eHeTn4Yecknn matepman ctabmnneH, HO BO3MOXHbI

nepecTpounKu
MNMepecTponku
CnyvyauHble PerynsipHble
(nporpammupyemsbie)
NPUBOAAT K MyTaLnsaM NPUBOASAT K U3MEHEHUIO 3KCNPECCUn

reHOB reHeTU4YeCcKu
3anporpaMmmMupoBaHHbIM 00pa3om,
OHU HeobXoAUMbI ANS:
— perynayuun akcnpeccuu reHoB
—  BbIMOJIHEHMS
andpdep eHUMpoOBaHHbIMU KNeETKamMun
cneundpuyecknx pyHKUUn



OcHoBa NaT0J0TrMH — H3MEHYUBOCTDH



N3MEeHUYNBOCTbL

/\

He cBsi3aHHaA ¢ U3BMEeHEeHUSAMU B Ob6ycnoBneHHaaA U3BMeHeHUSAMU B
reHeTU4YEeCKOM MaTepuane reHeTUYECKOM MaTepuarne
MoaudukaumoH- OHTOreHeTuvyec- KomOuHaTuBHaA MyTauuoHHas
Has Kas

Kaxpasa doopma Mm3MeHYMBOCTU MOXET NPUBECTU K Pa3BUTUIO Oone3Hun




- MyTauuum moryr:

= AMIMMUHUPOBATLCS N3 reHodoHAa NoNynAunmM (T.K. KIEeTKU
N OpraHnU3Mbl OKa3bIiBatOTCHA HEXNIHECTOCOOHbLIMN, NN
OpraHn3mbl - CTEPUSTbHBLIMMN)

= COXPaHATbCA (BO3HUKAIOT HacreacTBeHHble DONe3Hn).
= PopmupyeTcs cerperauoHHbIN rpy3 U MyTaLNOHHbIN

rpys.
= JleTanbHOCTb — 3(PPEKT MyTaLlMOHHOrO rpy3a.
= JleTanbHbIN rPy3 — YMUCSIO XKXNUBOPOXOEHHbLIX OETEN,
ymepLmnx go roga xun3Hu (Ha 1000 pogmsBLumnxca geTen
He MeHee 5 yMmepLuunx).

HacnencreeHHas naronornsa — 310 YacTb HacneacTBEHHOW
N3IMEHYNBOCTN.




XPOMOCOMHbIEe MyTaLnu
— \

iamMeHeHuna yncna IaMeHeHUa CTPYKTYpPbI
XPOMOCOM XPOMOCOM

= [announausa = [leneuus

= [lonunnonang = [lynnukauunga

= [eTeponnonans = IHBepcus

v Tpucomus » TpaHcrnokauus

v MoHocomus = NIHCcepums

v Hynucomug



Tpucomum no 8 1 22 napam




MoHocomuga 45, X
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CnunsiHne XxpomMocoMm
PobepTCOHOBCKME TpaHCoKaLumu
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KonbueBas xpomocoma (17)




130XpOMOCOMbI

~ B

VI
N




dopmupoBaHue
OAQHOPOAUTENBLCKOU ANCOMUN

-0 0




HacaeacTBeHHOCTHh M MATOJOIUS

IIpnunHa HACIIEICTBEHHOM IIATOJIOTUN —
HacCJIEJACTBEHHAI U3MEHUYNBOCTD

MyTanruoHHBIN DPOIIECC IIPUBOIUT K:
COMAJILHOM JIe3aallTalluH,

CHWIKCHHUIO IIPOJOJIKUTEIBHOCTH KU3HU
HEOOXOJIUMOCTH B JTOIIOJIHUTEILHOU
MEIUIIMHCKOU MMOMOIIIH.



Kiaaccudpukanus 0os1e3Hen

HacienctBeHHBIE 00JIE3HU

bone3nu ¢ HacieacTBEHHOU
IPEAPACIIOIOKECHHOCTBIO (0OJIbIIICE 3HAYCHUE
MMEET FT€HETHYCCKHUM MaTepra)

boJie3HM ¢ HACIEACTBEHHOU
IPEAPACIIOIOKECHHOCTBIO (0OJIbIIICE 3HAUCHUE
MMEET CPEIOBOM (PAKTOP)

EOH€3HI/I, IIPHU BOSBHUKHOBCHHWH KOTOPBIX
FCHETUYECCKUU MAaTCpHral HC UMCCT 3HAYCHUA



HacieacrBeHHbIE 00J1€3HU

TeopeTndyecky YUCiI0 HACIEACTBEHHBIX
oose3Hen moxkeT coctaBiaaTsk 50 000 — 100 000

Bunarsl HaciieacTBEHHOU TATOJIOTHUN:
BHOBb BO3HHUKIIIME MYTAlIUH,
MYTalliy, YHACIICIOBAHHBIE OT POAUTEIIEH,

reHeTUYECKas MPeapacIoiO)KeHHOCTh 1
(paKTOPBI CPEHI.



Kiaaccudpukanus
HACJIEACTBEHHBIX 00JIe3HeH

| eHeTHUECKasd
« KinmHnueckas

« [IaToreHeTnueckasa



I eHeTHUeCcKasl KiIacCu(PpUKAIMA

XPOMOCOMHEIE 00JIE€3HHU,
TeHHbIEC O0JIC3HU,

O0JIC3HM C IIPEAPACIIOI0KEHUEM
(MOHOI'€HHBIC U IIOJIUTCHHEIC),

reHETHYECKHE O0JIE3HU COMATUYECKHUX
KJIETOK,

00JIC3HH, PA3BUBAIOILLIMECS IIPU
HECOBMECTUMOCTH MaTepH U IJI0Aa IO
AHTUTCHAM.



BeiaensroT Takxke:
MUTOXOHIpHAIbHbBIC O0JIC3HH,
00JIC3HM UMIIPUHTHHTA,
SMUTeHEeTUUECKUE 00JIC3HHU,

00JIE3HU DKCIIAHCUN TPUHYKICOTHIHBIX
[TOBTOPOB,

IPUOHHBIE OOJIE3HH.



XPpOMOCOMHBIE 00J1e3HH

 [IpyumHa — XpOMOCOMHBIE MYTAIIUU.

 Tunbl reHeTH4eCKuX 3OPEKTOB IpU
XPOMOCOMHBIX HApPYIICHUSIX:

 cnenupuIEeCKue,
e MONyCHEUU(PUICCKHUE,
* HECIICHU(PUYECKHUE.



Tunbl reHeTUYeCKnx acpcpekToB
npw XpOMOCOMHr:IX HapyLUeHUsaX

Cneundunyeckue NMonycneuundumyeckue Hecneuundunyeckue

YMEHbLLIAeTCH MEHSIETCS YNCIO N3MeHsieTcs

unm MHOTOKOMUNHbBIX coaepxaHue
yBEenM4YMBaeTcs reHOB reTepoxpomaTuHa
YMNCIIO CTPYKTYP-

HbIX FEHOB,

N3MeHsIeTcs

Konn4yecTtBo Oenka
«3dopeKkT ao3bl
reHa»



DeHOTHIIHYECKOE IPOsIBJICHUE
XPOMOCOMHBIX MYTAIIMU 3ABUCHUT OT:

TUIIA MYTallvH,
TUIIA XPOMOCOMBI,

TUIIA TOBPEKJICHHOTO CETMEHTA U €Iro
pa3MepoB,

4yCia IOBPEKIACHHBIX KIIETOK (CTCHCHU
MO3aU4YHOCTH OPraHu3Ma),

Tr€HOTHUIIAa OpraHu3Ma,
CPEIOBBIX (DAKTOPOB.



Kiaaccudpukanus XpoMOCOMHBIX
0oJ1e3HeHn

 bone3Hu, CBSI3aHHBIC C UBMEHEHHUEM YHCa
XPOMOCOM.

 bose3Hu, 00yCI0OBICHHBIE H3MEHECHUEM
CTPYKTYPBI XpPOMOCOM.



IIpu K1accuUKAIIMU XPOMOCOMHBIX O0IE3HEH
HEOOXOAMMO YUMTHIBATH CACAVIOIINE MOMEHTHI:

a) XapaKTepUCTHKA MyTaluU (ITIOJIMCOMUS, TPUCOMMUSI,
MOHOCOMMSI, JICACIs, TPAHCIOKALMS U T.1.),

0) TUIT MyTaHTHBIX KJIETOK:

e TaMeThl — FTaMETHUYECKasa MyTalisl — IPUBOIUT K
MOJIHOM (hopme 00JIC3HH,

* 3UI0Ta WK OJaCTOMEPhI — COMAaTHYECKasi MyTallus —
B OCHOBHOM, MO3an4Has (popMa,

B) IMMOKOJICHHE, B KOTOPOM BO3HUKJIA MYyTaIlUs:

 HaclieAyeMasl Wiu ceMeiHas popmMa (MyTaluio UMEIIH
IPEJIKKU, U OHA MepeIaBaiach U3 MMOKOJICHMS B
ITOKOJICHHE),

* CHOpaJuYecKue ciaydau (MyTaiys BO3HUKIIA B
raMeTax 37J0POBBIX POJUTEIICH).



L1 TOYHOW TMATHOCTUKHU XPOMOCOMHBIX
00JIE€3HEN ONPEACIISIOT:

TUI MYyTalllH,

MYTaHTHYIO XpOMOCOMY,

dopmy 00J1€3HU (IIOJIHAS WU MO3anuyHas),

BHUJ 00JIE3HHU (CIOpaaruyecKas UM HaclIeayemas).



Cungpom JlayHa
(47,XX+21 nm 47, XY+21)

Kapunotun npu cuHapome [layHa




Yacrora 1:750 HOBOPOKIEHHBIX.

XapakTepHa Majgasg CpeaHas
POAOKUTEIBHOCTD KU3HU (35 JeT).

[luToreHeTnueCcKkre BapuaHThI:

nojiHas Tpucomust (90-95% Bcex ciryuaen
O0JIC3HM),

TPaHCJIOKALMs aKPOLICHTPUUYECKUX XPOMOCOM
(5%),
Mo3auusMm (1-5%).












Cunapom Ilaray
(47, XX+13 nan 47,XY+13)

Kapuorun npu cunapome Ilaray

S I A
)i e % a0 uwy
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Yacrora — 1:6000

CootHomeHnue moaos 1:1
[luToreHeTnueCcKnue BapuaHThI:
IOJIHASI TPUCOMMSI,

MO3aMIIU3M,

POOEPTCOHOBCKAs TPAHCIOKAIHUS,
M30XPOMOCOMBI.



@eHOTUIINYECKHUE TTPOSIBJICHHUS
CHIDKEHHAs Macca Tea,
MHUKpoIehanys,

HEJI0pa3BUTHE MO3Ta,

AHOMAJTWH JIMIIA (3amaBiiasi IepeHOCHUIIa, PACICINHA
BEpXHEH I'yObl M HEOQ),

INOJIMAAKTHUIINA,

BPOXKJICHHBIE IOPOKU PA3BUTUA BHYTPEHHUX OPIraHOB
(MOMKEITYTOYHOM KEJE3bI, CEJIIC3EHKHU, CEPIIA),

0O0IBIIMHCTBO 00JIbHBIX (70%) HACTOJIBKO CEPHE3HO
MOPAKEHBI, YTO MOrHOAKOT B BO3pAcTe 10 6 MECSIICB,
ToJIbKO 20% nOoKUBAET a0 Toaa.









Cunapom DaBapjca
(47, XX+18 nnn 47,XY+18)

Kapuorun npu cuHapoMe DaBapica
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Yactora 1:5000 — 1:7000

COOTHOIIIEHHE YaCTOTHI 3a00JIEBAaHUS Y JEBOYEK U
MaJIBYUKOB COCTABIISAET 3: 1

[{luTtoreneTnyeckme BapuaHThI:
[IOJTHAsI TPUCOMUH,

pC€AKO MO3anIIU3M U TPAHCIIOKAIIUN.



DeHOTUIINYECKHUE IMPOABJICHNS .
BpoXII€HHBIE TIOPOKU Pa3BUTHS:
JALIEBOTO Yepera,

cepana (a1edeKT MEKKETYT0YKOBOK EPETOPOJKU U
OTKPBITHIA OOTAJIJIOB MPOTOK),

KOCTHOM CUCTEMBI,
IIOJIOBBIX OPTaHOB.

Huzko pacnonoxeHHbIe 1€(OPMUPOBAHHBIC YIITHBIC
PAKOBUHBI.

3aJiepKKa IICUXOMOTOPHOI'O PA3BUTHS.
90% nereit ymupaet B Bo3pacte 10 1 roaa.












Cunapowm IllepemeBckoro-TepHepa
(45,X)

Yactora 1:2000 — 1:5000 neBouek
[{luTOreHETUYECKIE BapUAHTHI:
nojiHast MoHocomus 45,X (50% ot Bcex ciaydaeB);

AeJIeysl KOPOTKOTO WX JJIMHHOIO Iiieda X-
XpoMOCOMBI (46, XXp- niun 46,XXq-);

o0Opa3oBaHUE KOJBLEBOH X-XpoMOCOMBI — 46, XR(X);
MO3aUIM3M BCICACTBUE NOCTMUTOTUYECCKON UJIN

noctMenoruueckon norepu: 45,X/47, XXX nunu 45,
X/46,XX (nnu 45,X/46,XY);

npu kapuotune 45,X/46,XY mupokui auara3oH

IIPU3HAKOB (OT TUIIMYHOTO CUHIAPOMA
[IlepeneBckoro-TepHepa 10 HOPpMAIBHOTO MYKCKOTO
(eHoTHIIA).



OCHOBHBIE KIIMHUYECKUE ITPU3HAKMU:

HAHU3M,

KPBUIOBUIHBIE KOKHBIE CKJIAJKH HA IIIEE,
KOPOTKAas IIesl C HU3KOU JIMHUEN POCTa BOJIOC,
OTEKHU KUCTEU Y CTOIl HOBOPOKICHHBIX,
00YKO0OOpa3Has rpyaHas KiIeTKa,

BaJbI'yCHas Je(popMalivs KOJICHHBIX U JIOKTEBBIX
CYyCTaBOB,

I'MIICPITMIMCHTAIUA KOKH,
CHU)KCHHUC 3PCHUA U CIIYXA,

BPOXKJICHHBIC IOPOKHU PA3BUTHS (4ACTO CEPLA U
IIOYEK),

OeCILIOIHUE.
MHTEeNNeKTyallbHOS PA3BUTHUE B IIpeAeiaX HOPMHI.









CHUHOPOM TPUCOMHUH 3
(47, XX+8 umm 47,XY+8)

KnynHu4yeckas KapTuHA CMHAPOMA BIEPBBIC OIMCAaHA
pa3HbIMU aBTOpamMu B 1962 n 1963 1.

YacToTa cper HOBOPOKAEHHBIX HE 00JIee YeEM
1:5000, (COOTHOIIICHHE MAJIBYUKOB U AE€BOYEK 5:2),
nonynauuonHas yacrora 1 xHa 50000.

[luTtoreneTnyeckme BapuaHThI:

ITOJIHBIE TPUCOMHUM & (KaK IIPABUJIO, JICTAJIbHBI),
MO3an4HbIe POpMBI (0K0JIO 90% omnmrcaHHBIX
CIIy4acB).

Mo3zauisM BCIEICTBUE BHOBH BO3HUKIIIEH
MYyTaIlMH (HEPACXOXKICHUE XPOMOCOM) HA paHHHUX
CTagusIX OJaCTYIIbl, IIOJHBIE (DOPMBI - HOBBIE MyTalluH
B FAMETOTCHE3E.



OcHOBHBIE KJIMHHYECKHE IIPU3HAKH.
OTCTaBAHHUC B YMCTBCHHOM PA3BUTHU,

OTKJIOHCHHMS B CTPOCHMH JIUIa (BBICTYMAOIINI 100,
KOCOIJIa3ue MyOOKO MOCAKEHHBIC I71a3a, TOJICThIC
ryObl, BEIBEpHYTAasl HUKHSIS ry0a),

OOJIBIIIKNE YIIHBIE PAKOBUHBI,

aHOMaJInY ckenera (J100aBoYHbIe peOpa U MO3BOHKH,
OTCYTCTBHE HAJKOJICHHHKA),

pa3JIMYHbIEC BPOXKICHHBIEC TIOPOKUA PA3BUTHSL.












CunapoM TpucoMuu 14
(47, XX+14 nnn 47,XY+14)

Onwucax B 1975 rony.

[IporHo3 XU3HU HEOIArONPHUITHBIN, HO OTMEUYCHBI
OoJIbHBIC B Bo3pacTte 13,5 ner.

[{uTOreHeTHYECKHE BapUAHTHI:
MO3al4YHbIE (DOPMBEI,

9aCTO BCTPCHAIOTCA TPAHCIIOKAIIMOHHBIC BAPHUAHTHI,

BKJIFOYAIOIIE POOESPTCOHOBCKHE TPAHCIOKALIUU
14/14.



OCHOBHBIE KIIMHUYECKUE ITPU3HAKMU:
MHUKpoIehanus,

ACUMMETPUS JIUIIA,

BBICOKMI M BBICTYHAIOIIMUHI JIO0,

HOC KOPOTKUH U Oyl10000pa3HbIN, I'yObI MOJIHBIE,
BBICOKOE HE00, 4aCcTO C pacIlleIMHAMU,

VIITHBIE PAKOBUHBI HU3KO MOCAXKEHbI, C MAJICHBKUMU
MOYKaMH,

KOpPOTKas 1€,
y3Kas U Ae(popMUpPOBaHHAs TPyaHAs KJIETKa,
TUITOTOHAIU3M,

MTOPOKH BHYTPEHHHUX OPraHoOB (CEPICYHO-COCYAUCTOMN
CHUCTEMBI, CMEIICHHUE TTOYKH ),

CONYTCTBYIOT acT™Ma, 1€pMaro3bl, OYCHHAS
HEIOCTATOYHOCTb.



Cunapome Knanndpensrepa (47,XXY,
48, XXXY u T.11.)

Kapuorun npu cunapome KimanHdpensrepa
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Yacrora 1:1000 manpumnkoB (1:500 — 1:750)
[{[uTOreHeTHYEeCKUEe BapUAHTHI:

80% - XXY, 20% - Mmo3aunusm;

BO3MOXKHO 48, XXXY.

XapaKTEPHBI CIEAYIONIUE TPU3HAKU: BLICOKHUM POCT,
HETIPOIIOPIIMOHAILHO JUITMHHBIE PYKH U HOTH,
KEHCKUM TUII CIIOKEHHUS, TUIIOTCHUTAIN3M,
TUIIOTOHAAN3M, O€CILIOAUE.



CunapoM JlexeHa - CUHIPOM KOIIAYbETO
KpHKa
(46, XX5p- niu 46, XY Sp-)

Kapuotun ripu cuaapome Jlexena
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Yacrora 1:45000 HOBOPOXKAEHHBIX
[{[uTOreHETUYECKE BAPUAHTHI:

00pa30BaHUE KOJBLEBOM XPOMOCOMBI 5 ¢ YACTUUYHOM
[IOTEPEU ILJICYA;

aeneuns 1/2 ninml/3 KopoTKOro miaeda XpoMOCOMBI J;
MO3aNIIN3M;

TPpaHCJIOKaIU IJIeda P S XpOMOCOMBEI (C ACJICLUEH) C
JIPYTrOU XPOMOCOMOHM.



OCHOBHBIE€ KJIMHUYECKHUE IIPU3HAKU:
HapyIICHUS TOPTAaHU U CHEIU(PUICCKHUI I11ady,
MHUKpoIehanys,

YMCTBEHHAas OTCTaJIOCTh,
JIYHOOOPAa3HOE JHUIIO,

HHA3KO PacloJIOKEHHBIE 1IE(POPMUPOBAHHBIC YIIIHBIC
PAKOBUHBI, IIOPOKHU CEPJLIA U OIIOPHO-IABUTATEIILHON
CUCTEMBI,

KOCOIJIa3H1C.









CunapoM Bosbda-XupuixopHa
(46,XX4p- nim 46,XY 4p-)

Yactora 1:100 000

JKu3HEeCIOCOOHOCTH JIETEN PE3KO CHUKEHA,
OOJIBIIIMHCTBO YMHUPAIOT B BO3pacTe A0 1 roxa.

[{luToreneTnyeckme BapuaHTHI:

NEJICINS 9aCTH KOPOTKOTO ieda XpomMocoMbl 4 (80%
CIIy4acB),

KOJIbLIEBASI XpOMOCOMaA 4 ¢ YaCTUYHOM MOTEPEH
Jieya.



OcHOBHBIE KIINHUYECKHE IIPU3HAKH.

oosiee ueM 50% aeTeit UMEIOT MOPOKHU BHYTPEHHUX
opraHoB (cepaua, nouek, KKT),

BPOXKJICHHBIE TIOPOKHU C TOCIIEAYIOUIEN PE3KOM
3aJICP>KKON (PU3UYECKOT0 U IICUXOMOTOPHOIO
pPa3BUTHA,

MHUKpoIehanys,

KJIFOBOBHUIHBIN HOC,

AHOMaJIbHbIC YIIIHbIC PAKOBUHBI,
MaJIEHbKWUH POT,

pacIIeIuHbI BepXHeH TyOnl 1 HEOA,

AHOMAJIMU IT1a3HbIX 0JIOK, aHTUMOHTOJIOMTHBIN
pazpes 1ias,

aedopManms CTOI U Jp.






PetunoOmacToma

(MHKPOIIUTOI€HETUYCCKUH CHHAPOM
13g-14)
(46,XX13q- umn 46,XY 13q-)

Yacrora 1:15 000 — 1:34 000 HOBOPOXKAEHHBIX
boJ1e3Hb ¢ HENTOJTHOU TTIEHETPAHTHOCTHIO

Onyxoib CETYATKHU, MPOSABIISIETCS B JIETCKOM
BO3pacTe:

B IIEPBBIN T0J1 )KU3HU — 22-23%,
1o 3-x et — 70%,

1o 6-tu net — 97%,

IOCJIe€ 6-TH JE€T KpalHE PEAKO






