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HacnepncTtBeHHble 3abofieBaHUA

- 3aboneBaHuUsl, BOSHUKHOBEHWNE U pa3BUTNE KOTOPbIX CBA3aHO ¢ AeddekTaMu B
HacrneaCcTBEHHOM annapare KreTok, nepegaBaemMbiMy MO HACNeacTBy Yepes
rameTbl. TEpMUH ynoTpebnseTcs B OTHOLUEHUN_NONUITUONOrMYECKUX
3aboneBaHun, B OTNN4YMe OT bonee y3KoN rpynnbl — reHHble 00oMne3HMu.
HacnencTteeHHble 3aboneBaHnst 00yCnoBneHbl HAapyLLEHUSMI B poLeccax
XpaHeHWs, Nepeaayn u peanmsaunm reHeTMYeckon nHdopmauuu.




HacnepncTtBeHHble 3abofieBaHUA

B nocnepgHue roabl 0oTMeYatoTcsl 6bICTpble TEMMbl pa3BUTUSA FEHETUKM YenoBeKa U MeAULMHCKON
FeEHETUKMN. OTO 06DBACHAETCA MHOMMMW NPUYMHAMM U NPEXAe BCEro Pe3KMM yBENNYEHNEM A0U
HacneACTBEHHOW NATONOMMKN B CTPYKTYpe 3ab0sieBaHNS U CMEPTHOCTU HaceneHuns. CTaTUCTMKa
nokasbiBaeT, 4To U3 1000 HoBopOXXAeHHbIX Yy 35-40 BbIABAAKOTCA pas/inyHble TUMbl HAaceACTBEeHHbIX
60n1e3Hen, a B CMEPTHOCTU AeTel B BO3pacTe A0 5 1eT XpOMOCOMHble 601€3HM COCTaBNAOT 2-3%,
reHHble - 8-10%, MynbTudakTopuanbHble - 35-40%. ExkerogHo B Hawen cTpaHe poxaaeTtcsa 180 Tbicay
AEeTeNn C HacneaCcTBEHHbIMM 3aboneBaHNAMN. Bonee NONOBUHbBI U3 HUX UMEIOT BPOXKAEHHbIE MOPOKMU,
0KO0J10 35 TbICAY - XPOMOCOMHbIe 60/1e€3HUN U CBbille 35 TbICAY - FeHHble 60n1e3Hn. CrnegyeT OTMETUTb, YTO
4YUCNIO HacNeACTBEHHbIX 6OME3HEN Y YenloBeKa C KaXKabIM rof,0M pacTeT, 0TMeYaroTCcAa HoBble (GOpMbl
HacneacTBeHHoN natonorun. B 1956 rogy 66110 n3sectHo 700 ¢hopM HacneaCTBEHHbIX 3ab0neBaHui, a
K 1986 rogy nx 4ncno yi BO HacnepcTBeH
NPM3HaKOB BO3POCSIO A \,i &




HacnepncTtBeHHble 3abofieBaHUA

B megnunHckon reHeTuke HacyutbiBaeTcst okosio 3000 G T
HacJ/1e4CTBEHHbIX 3a60/1eBaHMN EEE .

OKoJ10 4% HOBOPOXXAEHHbIX AeTen cTpagaroT OT
reHeTn4yeckux gegpekTosn

1 n3 10 rameT YyesioBeKa HECET OLUMOOYHYH MH(pOPMaLUHo,
. Puc. 16. Cunzipom Mapdiana. Breumnii pin
06y CJI0BIEHHYIO MyTaLuunes N it

JVIHHHBIE TOHKHE KOHCUHOCTH, Y3KOE JIHLLO;
0) rpyaHas BopoHkooGpasHas KieTka,
TLI0CKOCTONHE

N3y4yeHune u npogunakTuka HacieCTBEHHbIX 60/1€3HEN
yesioBeKa - NpeMeT Haykun, KoTopasli Ha3blBaeTCs
Me[MLIMHCKON reHeTuKou




Knaccudukauusa HacneaCTBEeHHbIX

3aboneBaHuUMn
XPOMOCOMHbIE MOHOreHHble [TonureHHble
-reHOMHble MyTaLuu -ayTOCOMHO-

OOMWHAHTHbIE
-XPOMOCOMHbIE MYyTaL UK

-ayTOCOMHO-
peLeccuBHble

-cuenjieHHble C NnoJiomMm




XpPOMOCOMHble 3aboneBaHuns

— HacreacTBeHHble 3aboneBaHunsi, 06yCnoBNEHHbIE U3BMEHEHNEM YMCIa UINN CTPYKTYPbl XpomMocoM. K
XPOMOCOMHbIM OTHOCATCA_B60s1e3Hn, 0BycrnoBneHHble reHOMHbIMU_ MYyTauusaMn UK CTPYKTYPHBIMU
N3MEHEHNAMM OTAESNbHBIX XPOMOCOM. XPOMOCOMHbIE BONEe3HM BO3HMKAIOT B pe3yrnbrate MyTaunui B
NOMNOBbLIX KNeTKkax ogHoro u3 poautenen. I3 nokoneHus B nokoneHue nepegatotca He 6onee 3—5 % u3
HUX. XpPOMOCOMHbIMU HapyLueHnamm obycnosneHbl npumMmepHo 50 % _cnoHTaHHbIX abopToB N 7 % Bcex
MepPTBOPOXAEHNN.

Bce XxpoMocOMHble 6ONE3HM NPUHATO AENUTL HA ABE rPynnbl: aHOManumn Ymcrna XpoMoCcoM M HapyLUEHUS
CTPYKTYPbl XPOMOCOM.




XpPOMOCOMHble 3aboneBaHuns

XpOMOCOMHbIe 60N1€e3HMN NOABNAIOTCA BC/eaAcTtBmue I'IOBpe)K,D,eHMﬁ reHomMa,
BO3HUKaAOLWLKUX MNMpPpU Cco3peBaHN NMMET, B Nnpouecce orniogortBopeHnNA UJjin Ha

paHHUX cTaanAx ApobneHns 3uroTbl. Bce XpoMOCOMHble 60/1€3HN MOTYT ObITb
pasgeneHbl Ha 3 6o/bLUNe rpynnbi:

1) CBA3aHHblIE€ C HapyweHneM niongHoCTH,
2) O6yCJ'IOBJ'IeHHbIe HapyweHunem 4Yncsia XxpomMocCcom,

3) CBA3aHHblIE C USMEHEHUNEM CTPYKTYPbl XPOMOCOM.




bone3Hu, I'IpW-II/IHOI7I KOTOPbIX ABJIAETCA nonunionand

Tpunnonaunu, TeTpannovanu n T. 4.; NpUYnNHa — HapyLwleHne npouecca_Menosa
BCreacTBue MyTtauuu, B pesynsraTe Yero JoYepHAsA norosas KneTka nosnyvaer
BMECTO rannoungHoro (23) aunnougHoelin (46) Habop XpoMoCoM, TO eCTb 69

XPOMOCOM (Y MYyX4nH_Kapunotun 69, XYY, y xeHwunH — 69, XXX); no4Tn BCerga

JieTalibHbl 4O POXOEHUA.




Bones3Hn, o0ycrnoBrneHHble HapyLLEHNEM YMCIia XPOMOCOM

CuHpgpom [JayHa — Tpmucomums rno 21-n XxpoMocome, K npnsHakam OoTHOCSATCS:
cnaboymue, 3agepxka pocTa, XxapakTepHasa BHELIHOCTb, U3MEHEHUS

TpunAlCHYTHI HOC U NULO,

ﬂe p MaTO rn M ¢M KM ; npunoaHATbIE BBEPX
0aMHOYHaR CKNaaKa Ha Nafioy ("06e3baHbA") C'KomiHHble e
- YKOPOUEHHbII NATbIN nanew, “'J;Jq‘ “‘\
Cungpowm lNatay — Tpucomus rno 13- xpoMmocome, xapakrepusyeTtcs O o
MHOXXeCTBEHHbIMW NMOPOKaMUN pa3BUTUA, NANOTUEN, HaCTO — MONUAAKTUNNS, o

HapyLweHNndAa CTpoeHnA norioBbIX OPraHoB, MMyxoTa,; NpakTn4eckn Bce OONBHBIE HE o orcrsmesss o rares _
ﬂom” Ba I.OT ﬂo OHH O ro roﬂa ; W Pa3B1TbIE KOXHbIE CKNAAKK HA CTYNHE.

CuHgpom JOaBapaca — TpucomMust o 18-m XpoMoCcoMe, HUXKHSAS YEnoCTb U \j Ny
POTOBOE OTBEPCTME MareHbKue, rfasHble LWeny3kne n KopoTkne, yHble PakOBUHbI
aedopmupoBaHbl; 60% aeten ymupatoT B Bo3pacTte 40 3 MecsueB, 0 roga
aoxneatoT Niwb 10%, OCHOBHOW MPUYMHOWN CITY>KUT OCTaHOBKa AbIXaHUA U
HapyLleHne paboTbl cepaua.




bornesHu, cBsizaHHbIE C HapyweHnem 4ncra rnonoBbIX XpOMOCOM

Cunpgpowm Lepeluesckoro — TépHepa — OTCYyTCTBUE OOHON X-XPOMOCOMbI Y XKeHLUMH (45 XO0)
BCNEeACTBME HapPYLLUEHUS pacxoXaeHNsi NONoBbIX XPOMOCOM; K NPU3HakaM OTHOCUTCS HU3KOPOCOCTb,

. Cuugpom
NnonoBov MHaHTUIM3M n Gecnnoane, pasnnyHbie COMaTUYECKUE HapyLLeHUs (MUKPOrHaTKs, KOpoTkasi
es n ao.): LlepeLueBckoro-
Ap.);
TepHepa :

Monncommst no X-xpoMocomMe — BKIItOYaeT Tpucomuio (kapmotun 47, XXX), Tetpacomumio (48, XXXX),
neHtacoMmio (49, XXXXX), oTMme4yaeTcs HE3HAUNTENbHOE CHKEHWNE MHTESNEKTA, NOBbILLEHHas
BEPOATHOCTb Pa3BUTUSA MCUXO30B U LUN30PEHNM C HEBNAroNPUATHLIM TUMOM TEYEHUS;

Monucomuns no Y-xpoMocome — Kak 1 MofIMCOMUSA No X-XpOMOCOME, BKIHOYaeT TPMCOMUIO (KapuoTum
47, XYY), tetpacomuio (48, XYYY), neHtacommio (49, XYYYY), KNMMHNYECKMNE MPOSBNIEHNSA TAKKE CXOXKU
C nonucomMmmen X-XxpomMoCoMbl;

= 4
medgen.genetics utah.edu

Cungpom KnanHdensrepa — nonnmcommus no X-xpomocomam y maneinkoB (47, XXY), npusHaku:

€BHYXOUOHbIN TUM CIIOXEHWS, TMHEKOMACTUS!, Crabblii POCT BOMOC Ha NuLE, B NOAMBILLIEYHbIX BNagMHax
1 Ha nobke, nonoson nHpaHTUNN3M, 6ecnnoane; ymcTBEHHOE pa3BUTME OTCTAET, OAHAKO NHoraa
WHTENNEKT HOpMarbHbIN.



CeprnoBHIHBIE SPHTPOLIUTHL

MoHOIreHHble 3abosieBaHuA

HopmaasHbTe
SPHUTPOLUTEI

OT0 Hanbornee Wnpokas rpynna HacneacTBeHHbIX 3aboneBaHnin. B HacToslee Bpems
onncaHo 6onee 4000 BapnaHTOB MOHOIMEHHbIX HacneaCcTBEHHbIX BonesHen,
nogasnstowiee 6OMbLIMHCTBO KOTOPbLIX BCTPeYaeTcsl A0BOMbHO peako (Hanpumep,
yactoTa cepnoBugHokneTodHon aHemmmn — 1/6000).

LLInpoknin Kpyr MOHOreHHbIX BonesHen obpasyoT HacneACcTBEHHbIE HapyLeHUst obMmeHa
BELLECTB, BO3HUKHOBEHME KOTOPbIX CBA3AHO C MyTauuen reHoB, KOHTPOSMPYHOLLUIA
CHTE3 PepMeHTOB U 00YCOBAMBAOLLNX UX OeUUNT UK AedeKT CTPoeHna —
doepmeHTONaTUM.

Y ToyeuHbIx myTaumm aaepHon OHK moxeT ObITb 0AWH 13 TPEX TUNOB HacneoBaHUS:
ayTOCOMHO-AOMUHAHTHbIN, ayTOCOMHO-PELLECCUBHbLIN U CLENSTIEHHOE C MNOSIOM

HacnegoBaHwe. Tnn HacnegoBaHUA MyTauuM MOXHO onpeaenuTb NPy NOMOLLN
reHeanorn4eckoro uccrnegoBaHus.




[lonureHHble HacneacTBeHHble DoNe3Hu

[MonureHHble 6oNe3HN HacnegyTCa CNOXHO. [Ans HAX BONPOC O
HacrnegoBaHUN HE MOXET ObITb PELLEH HA OCHOBaHMM 3akoHOB MeHaens.
PaHee Takne HacneacTBeHHble 3aboneBaHNsa xapakTepmu3oBarnmchb Kak
6orne3Hu ¢ HacrnedcmeeHHoU rpedpacriofioxxeHHocmbto. OgHako cenvac o
HUX NOET peyb Kak 0 MysibmughakmopuarbHbix 3aboriegaHusix ¢
aaauTUBHO-MNONUIEHHbIM HacneaoBaHMEM C NOPOroBbiM 3 deKTOM.

K aTMm 3aboneBaHusiM OTHOCATCS TakMe 6OMe3HN Kak pak, caxapHbli
anaberT, WwusodpeHns, anunencus, nwemmndeckas bonesHb cepaua,
rMNepTeH3Ns U MHOTe apyrue.




MwuToXxoHApPUanbHble 3ab60neBaHNSA

MutoxoHgpuansHaa OHK (MTOHK) HacnegyeTca no MaTepuUHCKOWN SIMHUN.
[MaTonornyeckne HapyLLeHUs KNETOYHOrO aHepreTuyeckoro obmera, ‘
obycnosneHHble myTauuamm MTAHK, MoryT nposiBnaTbCsa B BUAE Ae(EKTOB |
pasnuyHbIX 3BeHbEB B LnkNe Kpebca, B AbixaTtenbHouM Lenu, npoueccax 6ert !
OKUCIIEHNA U T. A.

1. Williams-Beuren 2 Delzzal 1 3. Rubinstein-Taybi syndrome

C. Other microdeletion syndromes (examplgi,‘[g(/[('(I/P/(,”]e[, Su
— MeduyuHa dns eac.

Bcneacteue reteponnasmMumn NposiBrieHne 1 cTeneHb TAKecTn GonesHen,
06YyCnoBneHHbIX CXOAHbIMK HapyLweHuamn MTAHK, MoryT 6biTb
HEOOWHAaKOBbLIMU Yy pa3HbIX MNOAEN, B 3aBUCUMOCTM OT COOTHOLLEHMS B
LuMTONNasMe KNeTok MyTaHTHbIX U HOpMarnbHbIX MUTOXOHAPUNA.

B
o
Sa o~ ¢
1. Fetus: 22nd week 2. 5months o 3.8 years
D. Phenotype of duplication 5q at different ages




[eHHble 60ne3Hn, cBA3aHHbIE C TOYEYHbIMU MyTaunsamm MTOHK

NmeeTtca pA0 MOHOrFeHHbIX OonesHen, CBA3aHHbIX C TOYEYHbIMU Ll,ereKTaMI/I MNUTOXOHOPWAalrbHbIX TEeHOB:

HacneacTBeHHasi onTu4yeckas HemponaTus Jlebepa obycnosneHa MncceHc-myTaLmen B OGHOM U3
BOCEMHaLaTN reHOB, KOOMPYOLLMX BENKN OKUCINTENBHOIO PocdhopunMpoBaHns;

60ne3Hb MMOKNOHarIbHOM 3NuUrencun n rpyb6o-KpacHbix BorlokoH(MERRF) — Bbi3aBaHa TOMEYHOM
3ameHon B reHe TPHK;

CUHAPOM MUTOXOHApPUaNbLHON 3HUedanoMmonaTMm U MHCYNbLTONOoAo06HbIX anusonoB (MELAS) —
Takxe pa3BMBaeTCH BCreacTBne Tode4yHon 3aMeHbl B reHe TPHK.




[eHHble 60ne3Hn, cBA3aHHbIE C TOYEYHbIMU MyTaunsamm MTOHK




BornesHn, obycroBneHHble rpyobiMy CTPYKTYPHbIMU HapyweHnamm mMTOHK

K uncny 6onesHen, cBs3aHHbIX C rpybbIMU
nepectponkamu MTOHK, oTHOCATCS:

cuHppom KepHca—Caupa, obycrnoBreHHbIN
ageneumamMmmn 6onbLUNX y4acTKOB
MTOHK;

cuHapowm lNupcoHa.



Cnuncok nutepartypbil:

1.https://ru.wikipedia.org/

2.http://www.studfiles.ru/preview/6065863/

3.http://dic.academic.ru/dic.nsf




