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Genetics

The normal karyotype

2R i oH

WOWOR koo oa
Mo B CLE R T

Ex X% 'l
19 21 22 X v

20

Naming the parts




X"vun/wn/a

Numerical abnormalities

* dymnongys:

Kareropust XxpoMOCOMHBIX U3MEHEHU, KOTOPbIE BKIIOUAIOT
yBe/IM4YeHHe UK OTePIO TMTOTHOTO KOMIIIEKTa XpOMOCOM

- Tpurutonust — 106aBOYHBILIA TTOTHBLI KOMILIEKT
xpomocoM. [IpruunHa, 06bIMHO HOMUCTIEPMUST
(onI0g0TBOpEHHE OAHOM SIHLIEKIETKU O0JIee YeM
OJHHM CIIepMaTo301oM). Takrie SMOPHOHBI OOBIYHO He
BBDKHUBAIOT (CITOHTaHHBIH a6OPT).

- TeTparuionysi — 0GBIYHO, PE3Y/IBTAT «OUIMOKU» BO BpEMst
MepBOTo 3UTOTHOTO JejieHust. JleTasbHO /151 SMOPHOHA.
I[Tpy HaMYMH TOPAKEHHBIX KJIETOK, MOTYT GBITH U
HOpMaJIbHBbIe KTeTKH. [103ToMy , MHOTZIA. y HOpMaJIbHBIX
WHIUBHUJIOB MOTYT BCTPEYAThCSI TETPAIION JHBIE KITETKH.

Numerical abnormalities

* AHOIIONMS — KaTeropysi XpOMOCOMHBIX U3MEHEeHUH,
KOTOpasi He BKJIFOYAEeT IiejIble KOMITJIEKTHI XPOMOCOM.
OO6BIYHO, C/TEACTBHE «IIOTIOMKH» OFHON XPOMOCOMBI
TIpY ee JieJIeHUH.

* MoHocoMust — AyTOCOMHast MOHOCOMHSL, OOBIYHO
JleTajibHa B paHHEM dMOpHOreHe3e, T03TOMY OYeHb
pesKo OGHAPY)KMBAETCSI HA TUCTOIOT M.

- Cungpom [JAYHA - TpricoMusi 21 mapbl XPOMOCOM.
[poueHT BcTpeyaeMOCTH MOBBIILIAETCS C BO3PACTOM
MaTepu.

Numerical Abnormalities

BCTpe4aeMOCTh

10%
TPHUTUIONTHS

TeTPanIoufius 5%

TPUCOMUS 30%
cunzpom TepHepa

10%

5%

60%
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Down syndrome

Bospacr A1-3 CVS Tpn
Marepu POXKAEHAH

20 1:750 1:1500

30 1: 450 1:900

35 1:240 1: 400

40

45

Numerical abnormalities

- AHOTLTOM VS

Cungpowm /layHa, TpricOMHUSI 21

Tpucomus 13, Cungpowm [Natay
Tpucomust 13, Cungpom DaBapaca

Numerical abnormality

AHOILIOMAWS IIOJIOBOM ITapbl XPOMOCOM

H3-3a TOro, uro X XxpoMocoMa He aKTUBHa, a Ha Y XxpoMocoMe
MaJioe KOJIM4eCTBO I'eHOB, aHOTIJIOM/IHISI ITOTOBBIX
XPOMOCOM He Ta YacTa, KaK aHOTIJIOM/IMSI ayTOCOM.

CunppomMTEPHEPA, 45X

BeTpeuaemMocTh OKOJIO 1:500 HOBOPOX/IEHHBIX JKEHCKOTO MoJia
, HO 5TO JIMIIb BEPXYyILIKa aiic6epra, T.K. 99% CUHApOMaA
TepHepa — crIOHTaHHBIE BRIKH/IBINIM Ha PAaHHUX CTaJIHsIX.
WHAUBHZYMBI HU3KOTO POCTa, 0GBIYHO GECTUIOHBI.
[IIupoxkas rpyzb, IXPOKO paccTaB/IeHHbIE COCKH,
nepernoHyaras uest. [Q ¥ IpoJo/HKUTeTbHOCTD XXU3HU He
HapyIlIeHBI.
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Numerical abnormality

Cungpowm Kissundensrepa, 47 XXY:

BerpeyaemMocTh 1:1000 HOBOPOXK/IEHHBIX MYYCKOTO T
MaJsieHbKHe SIMYKH, HECTIOCOOHOCTH TPOU3BOACTBA
HOPMaJIbHBIX YPOBHEli TECTOCTEPOHA, YTO MPUBOAUT
pocTy rpyzu (TeHHKOMacTHsI) B 40% crydaes,
HeJopa3BUTHE BTOPUYHBIX ITOJIOBBIX IIPH3HAKOB,
OTCYTCTBUE cliepMaToreHe3a. MaIbuMKy BhILIE U Xyziee
4yeM OObIYHbIE JETH, MOXXET ObITh HeGO/BIIOe CHIDKEHHE
IQ. BonpuimHeTBo My>x}xunH Knsiundenrepos umeror
HOPMaIbHYIO IIPOAO/DKUTE/IBHOCTD )KU3HHU.

Ouenb pegxue dopmer Kisimndensrepa 48 XXXY nn saxe
49 XXXXY KaprOTHII. DTH MHANUBHUBI 0GBIYHO C CHIBHOI
3a/IeP)KKOM B PasBUTHH.

Numerical abnormalities

47,XYY males:

BcrpedyaeMocTh 1:1000 HOBOPOXXZEHHBIX MY)XCK
110J1a, BO3MOXXHO OTCYTCTBUE CUMIITOMAaTHKH.
My>K4YMHBI XyZible, HO HOPMaJIbHBIX IPOIOPIUIA.
Cawxenue IQ Ha 10-15 eguHAL,

XXX females:

OKOJI0 1:1000 YKEHIIUH UMEIOT JOIOIHUTENbHYI0 X
XpoMocoMy. DTO He IIPUHOCUT 0COGOro Bpea.
WHanBHZyyMbI pepTHU/ILHBI M He ePeIAloT B ITOKOJIEHUN
Z106aBOYHYIO0 XpoMocoMy. YpoBeHb IQ cpaBHIM ¢
myxxunHamy Kianndenrepamu.

ypes of Mutation
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Types of Mutation

WA
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Structural aberrations

HNuBepcus :

YacTh XpOMOCOMBI, KOTOPasi BBIXOZUT U3
CBOETO YYaCTKa, IOBOPAYMBAETCS
(pasBopaurBaeTcst) ¥ BO3BpALIAETCs HA
MIPEXXHEE MECTO.

Ec/i meHTpoMep BKIIFOYEH B IIPOLIECC —
MepHUILleHTpaTbHask HHBEPCHSL.

Ec/i weHTpoMep He BKIIIOYEH B MPOLLECC —
[apaneHTpaIbHAsT HHBEPCHSL.

Structural aberrations

Inversions
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Structural aberrations

TpaHnciokauyuu:

ITpu c6asaHCMPOBAHHBIX TPAHCJIOKALIMSX, HET
[06aB/IeHusI FUIH YTPAThl XPOMOCOMA/IbHOTO MaTepHasa.
MoxeT GbITh MHO)XECTBO KOMOHHALMI yTEPU YaCTH
OJHOU XPOMOCOMBI Y MPUMBIKAHHSI K JPYTOM.

Unbalanced rearrangements

Jdumonyn:

-JVUTIOLIYST MOYKET OBITh Ha JTIOOOM yJacTKe
XPOMOCOMBI (MHTepPCTHUIMANBHBIN, KPA€BOi), 1
MOXXeT BK/IIOYaTh €JMHCTBEHHBIN I'eH
(He3HauMTE/IbHBIE U3BMEHEHMST) WIH
MHO)XECTBO '€HOB, BbI3bIBasi 3HAYUTe/IbHbIE
v3MeHeHUs GeHOTHUIA.

[TpyiMep MHTEPCTULIMANTBEHOM JUTIOLUN —
Cunzppom Bunbsimca.

[Tpymep gumOLMM KPaeBoro y4acTKa KOPOTKOTO
nneda — Cunapom Kpu [lu Yara.

Unbalanced rearrangements

Deletions

W o
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Fluorescence In Situ Hybridization

Fluoresence In Situ Hybridization

FISH utilization

,ELI/IaI'HOCTI/IpyeT KOIu4eCTBeHHbI€ XPOMOCOMa/IbHbIE
«ITOJTIOMKH»

X, Y, 13, 15, 18, 21, 22
JluarHoCTHpyeT CHHIPOMBI, CBSI3aHHBIE C
MMKPOAVUTIOLMSIMA

Unbalanced rearrangements

Cungpom Bunssimca:

Jwmonus y4acTka 74, y4acToK
JWTIOLWY BK/IIOYaeT reH
9/IaCTHHA, OTBEYAIOIIEeTro 3a
3/1IaCTUYHOCTD COCYAUCTBIX
creHOK. BerpabarsiBaeTcst B
neproz sMOproreHesa u
JIeTCKOM BO3pacTe.
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Robertsonian translocations

Bxirrogyaror AKPOLEHTPHUI€CKHNE€ XPOMOCOMBI:

Robertsonian translocations

CnusitHMe JBYX XPOMOCOM C IOTepeii KOPOTKOTo
nieya

Otherunbalanced abnormalities

M3oxpomocomsl: HenpasuibHoe «paciierieHye»
XpPOMOCOM B MUTOTHY€CKOM MM MUMOTHYECKOM
[ieJIeHUsIX, TaK YTO 00a JIMHHBIX II/IeYa OCTAIOTCS
CKpeIJIEeHHBIMU U CABUHYTHI K OZHOMY IIO/IIOCY
KJIETKH, 2 062 KOPOTKHX IIeYa — K ;PYTOMY
TIOJTIOCY.

[Iporso3 B GO/IBLUIMHCTBE CIIy4aeB He
GJIarONPUSTHBIIHA.
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Otherunbalanced abnormalities

Kpyrisie xpomocomsr:

MyTauus mpu KOTOpPO¥i JBa TeoMepa CoeMHI0TCS
KOHEYHBIMH yYaCTKAMU, 06pasyst KOJIbI0. JTO
MOXXET «BBIKJIIOYATh» IeHbl HAXOMSIIHECs] Ha STHUX
yJacTKax.

ITO pesiKO BCTpevarolecsi aHOMa IHH.

Types of genetic diseases

Autosomal dominant inheritance

Bce nmopa)xeHHbIe UHAMBU/YyMbI OyAyT UMETh
MOPa)XKeHHBIX POAHTEIeH

O6a mosa mopaxeHbl B paBHOH CTeNeHN

Oxo710 50% MOTOMCTBA OT TOPAYKEHHBIX POJUTE el
OyZyT HOPaXKeHBI
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Autosomal Recessive Inheritance

OGBIYHO HET CEMEMHOTO aHAMHE3a
Hawub6oneeyacto HaXo[AT IOPpaXkeHne BTOPOTro pe6eHKa
HCXOAs1 U3 aHaMHe3a IpeabIayIero pe6eHKa

Autosomal recessive

Ipu pa3aMHOXXEHHNH, IIAHC Ha 06GHAPY)KEeHHE ayTOCOMHO-
PpelleCCUBHBIX 3a00/IeBAHUN BO3pacTaeT

X linked inheritance

OG6BIYHO TTOPaYKEHBI MY>KCKHE UHANBHU/YYMBI

Hert ciiyuaeB nepefady B OKOJIEHUU OT MYXXUHHBI K
MY>KIHHe

Bce nmopa)xeHHbIe My>XCKHe 0COOH yHaC/Iei0BaIN
eeKT OT HEMOPAKEHHBIX JKEHCKHX 0C00ei
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Myotonic Dystrophy

OpHo 13 HanGoJIee YacThIX HAC/IEICTBEHHBIX 3a00/IeBAaHUI
MBILIEYHOM CHCTEMBI 1:20000 MOPAYKEHHUH

XapaxTepusyeTcsi MbILIEYHOH C1a60CTBI0 1 MUOTOHUEH
(MezIeHHas pe/laKcaLysi OCIe COKPALLEHHMST),
MPOrPeCcCHPYIOLIMMH CO BpEMEHEM

MoryT Hab/TI0AATHCSI TIOPAKEHHS JPYTHX OPraHOB: I71a3a,
ceple, MO3r

Borburast BappabeIbHOCTh CUMIITOMATHKH JA)XKe B OAHOM ceMbe
DM nogpasgernsiercs : cpeHUM, KJIaCCUIeCKUM, BPOXKAEHHBIA
THIIBI, B 3aBUCHMOCTH OT BBIPQKEHHOCTH CUMIITOMOB U
BO3pacTa Havaia 3a601eBaHMs

PaHHee HayaJI0 MPUBOJUT K 60JIee BBIPAKEHHON CUMIITOMATHKE
Ha paHHHX dTarax, KaX/JbIH ITOCTeAyIONIHi IIPUCTYIT —
MPOTEKAET TshKesiee

Myotonic Dystrophy

Mitochondrial inheritance




X"vun/wn/a

12

The load of genetic disease
TeneTuyeckue 3a001€BaHUs B OOLIEH

nony/isAauud (Bospacr Jo 25 ner) - 5%

Puck Manbpdopmarinii Ioaa npu poxaeHuH -
3%

PucK BeIpa)KeHHBIX QYHKIIMOHATBHBIX
MTOpaXXKeHU# — 0.5%

Incidence of abnormal Karyotype

50% BBIKUABILIEN B IEPBOM TPUMECTPE
13 HUX 96% HapyLIEHHUs YK C/Ia XPOMOCOM
1/ 160 XUBOPOKAEHHBIX
60% - HapylIeHHe YKCIa

30% c6aaHCHPOBAaHHBIX
CTPYKTYPaJIbHBIX
HapyleHUH

10% Hec6aTaHCHPOBAaHHBIX
HapylIeHUi

Incidence of chromosomal abnormalities
among newborn
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Age specific risks for trisomy 21

BO3pacT 14 HeeIb 20 Hepenb | YKuBopoxxaen
HBIX
20

1/696 1/1025 1/1529

30 1/415 1/610 1/910

35 1/175 1/258 1/385

37 1/m 1/163 1/243

40 1/51 1/76 1/13

45 1/13 1/29

Down syndrome pathogenesis

Tpucomus 21 (95%)

80-90% 13-3a HepaCXOXKAEHHsT MATEPHHCKHIX XPOMOCOM
10-20% m3-3a HepacxoXxAeHHA OTHOBCKUX XPOMOCOM
Hec6anancupoBaHsble TpaHcaOKanuu (3-4%)

50% criopaguyecKye HoBble
50% yHaCJIe/IOBaHHBIX OT c6a/TaHCUPOBAHHbIX POJUTEIElH

Puck moBTopos:
100% y poguTesnei ¢ 21/21
16% y MaTepeii ¢ 21/aKpoXpOMO30M

5% y OTLIOB C 21/aKPOXPOMO30M TPAHCIOKALIUEeH
Mosanuusm (1-2%)

Trisomy 21

13
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Chromosomal
translocation

Principle clinical features of newborn

14
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Down Syndrome

Bo/bIIMHCTBO C/ly4aeB — B pe3y/IbTaTe «HeNMPaBUIBHOTO»
PacXOXIeHHUsI XDPOMOCOM B 1 MUTOTHYECKOM Jie/IeHHH,
OTLIOBCKUI1 BKJIAJ, B «3KCTPa» XpomMocomy — 15%

MeHbl1ee KOTHYECTBO CTydaeB (MO3aUIM3M), B pe3y/ibraTe
JieIeHUsI 3UTOT

Okxo710 4% city4daeB OT pofuTeeil’ KOTOPbIE SIB/ISIOTCS
c6aTaHCHPOBaHHBIMM HOCHTEISIMU

CHMIITOMBI BKIIOYAIOT XapaKTepHble U3MeHeHHst hLa, [Q
MeHblIIE 50

Cunzpom /JlayHa - 1/3 crydaeB yMCTBEHHOM OT oC
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Down Syndrome

OcHoBHbIe MaTbpOpMaHH:

KapzauanbHbie: mpermMylecTBeHHO A-V KaHas
JKKT: aTpesus 12-TH epCTHON KULIKH,
TUPIITPYHT

[TovyeuHsie

lernuTanbHbIE : TUNOCIaaAusl, KpUIITOPXU3M
FI/IHOTI/IPEOI/I/II/IBM

Trisomy 18, Edwards Syndrome
Bcrpeuaemocts: 1/ 3000

BonbmnHcTBO HOBOPOXJE€HHBIX YMUPAIOT B HepBbI;I roj XU3HH,
60/IblIIas YaCTh — B TIepBbIe MeCsALbI

[UGR Abdominal wall defects

_Still birth Cleft lip and palate

(50% of Pregnancies) CPC Nasal defects

Hyd[‘OpS Prominent occiput

e Ocular malformations
Malformations: Renal
rocker bottom foot Cardiac

CNS

Clinical features of Trisomy 18

& dofe o dias

16
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Trisomy 13, Patau syndrome

BcrpedaeMocTh 1/5000 YKHBBIX HOBOPOX/IEHHBIX

50% YyMHPAIOT B TlepBbIe MeCSLbI YXU3HH, OYeHb
He3Ha4MTe/IbHas YaCTH J0XKMBAET JI0 TOJa.

ViMeloT MHOXeCTBEHHBIe JUCMOPdHYeCcKye IPU3HAKH
BonpIMHCTBO C/iy4yaes, Kak ¥ Ipu cuHapoMe /layHa, B
pesy/ibTaTe MaTepUHCKOTO «(paKTopay.

Kpowme Toro - pozpuTesb, HOCHTENTb TPAaHCTOKAIIH

Trisomy 13, Patau syndrome

IUGR

Still birth

Cystic hygroma
Hydrops

Nuchal edema
Holoprosencephaly
Cleft lip or palate
Polydactily, skeletal dysplasia
Scalp defect

Cardiac malformation
Ocular Malformation

Clinical features of Trisomy 13

@r
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XpoMocoMaIbHbIe TPAHCIOKALIH

Korpna n3BecTHO, YTO OAVIH U3 POAMTENIei HOCUTE b
c6aTaHCUPOBaHHOM TPAHC/IOKALMH, TIJIOJ, MOXKET
MIMeTb: HOPMaJIbHBIN KaPUOTHII, COaIaHCHPOBAHHYIO
WJIM He c6aJIaHCHPOBAHHYIO TPAaHCIOKALIHIO

B ciry4asix o6Hapy)keHHMs TPaHCI0Kalli BO BpeMsI
6epeMeHHOCTH, C/IeZlyeT BhISICHUTD: HaC/leJCTBeHHast
TpaHcIoKauys uiu de novo

TpaHcnokauus de novo — mpUYHHa 10-15% BPOXAEHHBIX
po6/ieM, BK/IIOYast YMCTBEHHYIO OTCTaI0CTh

Single gene disorder

Kaxast cBsi3b M@X/y FeHeTHKOI U HaC/IeICTBEHHOCTBIO?
CylLecTBYIOT: reHeTUYeCKHe 3a601eBaHus
HacJ/IefiICTBEHHbIE 3a00/IeBaHU:
XPOMOCOMHBIE H3MEHEHHSI
pelieccHBHBIe 3a00/1€BaHUS
[OMMHAHTHbIE 3a00/1eBaHuUs
3a00/1eBaHMsI, CBSI3AHHBIE C ITOTIOBOM ITAPOI XPOMOCOM
MUTOXOH/pHAJIbHbIE 3300/I€BaHUS
My/IBTH(AKTOPHATBHBIE 3a00/I€BAHNS

Kakasi cBsi3b MeXX/ly CKpUHUHTOBOI1 POBEPKOI1 U
JMarHOCTHUYeCKOU MPOBEPKOIi?
CKPHUHMHT IpegHA3HAY€eH IS 001el Momy/IsAun

OH (CKPMHHHI) PEKOMEH[0BaH, €C/IM H3BECTEH
MOBBILIEHHbIH PUCK JAHHOTO 3a60/1€BaHUS B
OrpaHUYEHHOM KOHTUHI€HTe, Hal[pHMep
allIKeHa3UICKUe eBPEN FUTH BBIXOALBI 13 AQPUKH 1
T.A.

/JlMarHocTryecKye NpOBepPKH IIPOBOJSITCS B CTy4asiX,
€CJIN B ceMbe UMeeTCst 60IbHOM /I eCTh OA03PeHne
Ha Hac/IeCTBeHHOe 3a601eBaHue. B aTux cirydasx,
1IeJb — IO TBEPAUTH U/TH OIIPOBEPTHYTh Ha/THYHe
3a060/1eBaHMsI Y KOHKPETHOTO MHIUBHUAYYMA,
oz06parh MOAXOsLIee TeYeH e U BbISICHUTS LIAHChI
Ha JJaHHOe 3a00/IeBaHNE Y IPYTUX YIEHOB CEMbH.
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HocurennscrBo:

HOCI/ITe}'II: MOXeT 6I)ITI> 60}IEH )%9)0%8 S,EOPOB

l'[ocne BBISICHEHHSI HOCHUTE/IbCTBA, Mbl MOXXeM BBISICHUTH
IIQHChI HA HAJIMYXUE JAaHHOTO 336OIIeBaH1/I$[ y IJioga BO
BpeMsi JAHHOI GepeMeHHOCTH

C}'IE/ILYET HN3BEeCTUTHh pO/ICTBeHHPII(OB B HEPBOM
ITOKOJIEHHUHU O cnyqae HOCUTE/NBCTBA, AJI1 TOTO ‘-ITO6I)I nu
OHU MOIJIA BBISICHUTH LIIaHC 336OIIeBaeMOCTI/[ Iioga
HPI/I 6epeMeHHOCTI/I B UX ceMmbe

Kaxwue 3a60/1eBaHNSI MOXXHO ITPOBEPHUTH:

Ha ceropHs1HMii eHb cyliecTByeT 11
3a60/1€BaHM JJIs1 KOTOPBIX MOXXHO
MIPOBECTH CKPUHMHT B O0LIeH MOy ISIUA
Peus uzeT o TsDKeNbIX 3a00/I€BAaHUSIX, TPYAHO
MO/ JAOIINXCSI KOPPEKL WU, TPHUBOASIINX K
CMepTHU B paHHEM BO3pacTe

DTH 3a60/1eBaHHUS YaCTO BCTPEYAIOTCS B
onpe/ie/IeHHBIX MOMY/ISLHASIX

Kaxue 3a60/1eBaHIsT MO)XHO TPOBEPUTH:
Teii-3axc (peKOMeHZOBaH TaK)Ke JJIsl BBIXOALIEB U3
ceBepHOM AQpUKH)

Fragyl - X («cuagpom noromasHoi X XpOMOCOMBI)
Kucrosusrit ¢pubpos (CF - Cystic Fibrosis)
Kanasan (Canavan)

brrom

®ankoHu

CemeifHasi [U3aBTOHOMHUSI

Tome

MyKOIUIIUZO03 4-TO TUIA

Anbda1 aHTUTPUTICUH

Hreroman - Tnx
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"I pebGoBaHMsI peABABIsEMBIE K
CKPHHHHTY

Tsprenoe 3a6o/ieBaHIe HEOAAAIOLIEeCs KOPPEKLIUH,
OT/IMYaIolIeecs: BBICOKOM CMEPTHOCTBIO B PAHHEM JETCKOM
BO3pacre

3a6o/ieBaHMe MMeET YETKOe OIpe/ie/leHre U U3BECTHOE
MOJIEKY/ISIPHOE 060CHOBaHHUE B MCCIIEAYEeMOM TIOMY/ISILIAH

BCTpe‘{aeMOCTI:- B HCC]‘[E,C[YEMOﬁ TIOITY/IALIUY MUHUMYM 1:60

Ectp HeOrpaHUYE€HHbIE€ BOSMOXHOCTU Y ﬂ&HHD;I NOoNMy/IAIN
ISl TeHeTUYeCKOU KOHCY/IbTalluH

[TpoBepKa MOXKeT BbISIBUTh KAK MUHUMYM 90% HOCHTeei
JIAHHOTO0 3a60/IeBaHUSI.

B cooTBeTcTBMY C BBIIETIPUBE e HHBIMU
TpeGOBaHUSIMH, BCE TPOBEPKHU MOXKHO
paszennTh Ha 4 KaTeTOPHH:

1. PexomeHyeMble NpoBepKu

2.ITpoBepKH, KOTOPbIe MOXXHO BBIIIOIHUTD
3.He pexomeHyeMble mpoBepKu

4.IIpoBepku, KOTOpBIEe He OTHOCATCS HA K
OZIHOI1 KaTeropuu

IIpoBepku, peKOMEHJOBAaHHbIE
ACCOIMAIINEl TeHETUKOR

[TpoBepKxwH, BXOZSILIME B 3TY IPYIITy , OTBEYAIOT BCEM
TpeGOBaHUSIM U AOJDKHBI ObITh PEKOMEH/IOBAHbI B
MIOAXOASIIIEN IO/

«ITonomanHas» X xpomocoma
KucrosHsiit $u6po3s

CemeiiHast 4U3aBTOHOMUSI
KanaBan

Tanaccemust
Teitr-3akc

20
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CuHApOoM «Io/1oMaHHOH» X
XPOMOCOMBI

Qe
'\
rad IR

Fragile X

XapaxTepu3syercsi: YMCTBEHHAsI OTCTA/IOCTh 0€3 BBIPKEHHBIX
BHEIIHUX aHOMa/In# (Go/bLINe SIMYKY, BBICOKHIA pOCT).

l'enernka: FMR1 mecronaxoxaenne Xq 27.3

MyTauusi: KOJIM4eCcTBO OBTOPOB IeHa CBBILIE 200 B OTPe3Ke
JIHK B3siTOM OH Havasia reHa. B Hopme KonmdecTBo
MOBTOPOB 5-50. [TorpaHUYHOE COCTOSTHHE 50-200 IIOBTOPOB

JluHamudecKas MyTalys, KaK pe3y/bTaT yBeTUueHHs
HeCTaGU/IbHOTO TPUHYKJIEOTH/A

DTO yBeTMueHUe MPOUCXOAUT TOIBKO BO BpeMsI epexoa OT
MaTepH K IJIogy

FragileX

BcrpedaeMoCTs: y My>CKHX IIOAOB 1:3700
Y )K€HCKHX IUIOZIOB 1:8900
B Uspawnne:

YacToTa HOCUTE/IBCTBA 1:250 (MOPOT - CBBILLE 54
TTOBTOPOB)

PeKoMeH/10BaH CKDHHUHT B 061LI€i MOy AN
HocwurenbcrBo napamyTanus (54-200 IIOBTOPOB):

Fragile X associated tremor/ataxia syndrome
My >K4UHHBI - B BO3pAcTe 50+
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Teit - 3akc

BcrpewyaemocTs HOcuTeNnbCTBA 1:30. Ha Kaykable 9oo nap,
OfiHa T1apa, B KOTOPO¥ 06a pOAUTE/NsI HOCUTeTN
JieeKTHOTO reHa. Y HUX IaHC POXKZIeHHsI G0IBHOTO
pebenka 25%.

[Topa)keHHBIi pe6EHOK BBIIVISIAUT 340POBbIM
NPUGIM3UTENBHO [0 MOTYToA0Baioro Bospacra. C aToro
MOMeHTa HAYMHaeTCsl POrPeCCHBHOE YXyAlIeH e o61Iero
COCTOSTHUSI, BKJIIOYasi IOTEPIO ABUTAaTE/IbHBIX HAaBBIKOB.
PeGeHOK nepecTaeT 1o/3aTh U IlepeBOpayrBaThCs,
niepecTaeT XBaTaTh NpeMeThl pykamu. [Ipecraer ecTs,
TepsieT CIoCOGHOCTD YIBIGATHCS.

YMCTBEHHas! OTCTa/lIOCT MOSIB/ISIETCS Yepe3 KOPOTKOe BpeMst
nocse Havasia 3a6oneBanusi. CmepTs —710 4 net. Ecin 06a
POIMTEIsi HOCUTENU TeHa, pekoMeHzioBaHO CVA min
Amniocemtesis.

KucTtosusiii brbpo3

AlIKeHa3NIiCKKe eBPeH, aIDKUPLbL, TPY3HHBI, TYPKH,
60JITaphl 1:3000

Emenckue €BpeU U eruITsaHe 1:9000

MopoKaHIIEI 1:15000
Hpaxupl, MpaHie! 1:35000 b

Cystic fibrosis is a
hereditary disorder
characterized by lung

congestion and infection

and malal lion of
‘numents by the pancreas

Kucroznsrit pubpos

CICTTETCTEE  [TpoBepsIoT Bee Iaphl BO BpeMst 6epeMeHHOCTH
L M KQXOT0 MHAUBUZYYMa B PEPOAYKTHBHOM
nepuoje, 3aMHTEPECOBAHHBIX B IIPOBEPKe

CKPHMHMHT He aKTyaJIeH B TIOMY/ISIHsX, B
KOTOPBIX ZIAHHAs MY TallHsl He
o6HapyxuBaetcsi: Memen, Upak, /IuBaH,
Cupust, Dbuonus, UHAMS, Mycy/lbMaHCKHE
peciyGIMKH GBIBILIETO COBETCKOTO COI03a,
MH/JWMBH/YYMBI He eBPeiicKoro
TIPOMCXOXK/IEHHST

CKPHMHMHT He BBISB/ISIET MyTalluy CHIDKAIOII e
perOﬂyKT}lBHble CHOCOGHOCTH, ﬂCTMy U
jierkue GopMel GoIe3HN
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CeMetiHag A113aBTOHOMMS

Tspienoe Hac/ieiCTBEHHOE 3a60/1eBaHNe, TPYAHO
nopiaroLieecs IeYeHUI0

BonesHs mopakaeT aBTOHOMHYIO HEPBHYIO CHCTeMy 1
CHCTeMy TaKTHIBHOM YyBCTBUTETBHOCT

OCHOBHbIE CUMIITOMBI — pedITIOKC ¥ TOBTOPHbIE
BOCTIa/IeHHS IETKUX, TPUCTYTIBI TSHKE/I0H TOITHOTHI U
PBOTBI, HapylIeHHe YyBCTBa GOIM U TeMIIePaTypPHOI
YYBCTBUTETHHOCTH , OTCYTCTBHE C/Ie3bI, CKOJTHO3,
Hec6a/TaHCUPOBaHHOE KPOBSTHOE JlaB/IeHHe

TonbKo 50% GOMBHBIX JOXKMBAIOT JO BO3PACTa 30 JIeT
BcrpedaeMocTh y alIKeHa3UICKUX eBpeeB 1/32

Bonesus Kanasaua

ITpuyMHa - HEJIOCTATOK SH3MMa aCNapTOLM/Ia3bl, pa3pyliaeT
YKUPOCOZiepXKalliyie BellleCTBa, CKOHLIEHTPHPOBAaHHbIE B
Mo3re

XapakrepusyeTcsi 0011 ¢/1a60CTbIO, CYAOPOTH, 3aZieP)KKa
TICHXOMOTOPHOTO Pa3BUTHSI, 60/IbLIIasi OKPY)KHOCTh

TOJIOBBI, C/IETIOTA, PeIIIOKC

BospHBIE IeTH AOXKUBAIOT 0 BO3pACTa 3 JIeT
BcTpeyaeMocTh HOCUTENIBCTBA: Y AlIKeHA3UHCKUX €Bpees -
1/50

[TpoBepka: y 98% BcTpeyaeTcst 2 MyTallMH, 3-51 MyTaL[Usl —
6osee peaxast

HpOBepKI/I Ha TsDKebIe 3a6OHeBaHI/I${, qacToTa
BCTPE49aeMOCTHU KOTOPBIX MEHEe YeM 1:60

ITpoBepKH 13 3TO¥ IPYIIIBI HE 00s13aTeTBHbI K
BBITIOJTHEHHIO, HO BPAa4 06sI3aH N3BECTUTD O HUX
TalieHTOB:

Anemus PaHKOHU
Cunzpom biroma
MyKOIHITUAO3 4-TO THIIA
Bonesus Heioman-I1uka

Araxcus Tennauruoskrasus (AT) 4ist BHIXOALEB U3
ceBepHOI AQpUKU

Ansda Auru Tpuncux
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Aunemug PaukoHu

[NpuaHaku:

AHEMI/IH, HEIOCTATOYHOCTH KJIETOK KOCTHOTO MO3ra,
TIaHIIUTOTIEHHSI C PaHHEro BO3PacTa, CKIIOHHOCTB K
JIEUKOTIEeHU N

BeIcokuii NPOLIEHT BPOXI€HHBIX aHOMA/IMi: KOHEYHOCTEH,
cepAlia, MOYENOoI0BOM CUCTEMBI

B HEeKOTOPHIX cTyyasix — OTCTaBaHHe U 3a/jepyKKa
YMCTBEHHOTO Pa3BUTHS
BepkuBaemocTs 8-12 et

Cpeay auIKeHa3HUICKUX eBpeeB YacTo Berpedaercest popma C
(y BbIxozLEB U3 ceBepHOM Adpuku — popma A)

Yacrora BCTPEYaeMOCTH 1/70, TI03TOMY
He peKOMEeHJ0BaHa KaK CKpUHUHT

Cungpom biroma

XapakTepHble NPU3HAKH:

Hwuzkuit POCT, KOXXHasl ChbITIb B HE3aIllIUIII€HHBIX
OT COJIHIIa M€CTaX, IOMKOCTb XPOMOCOM

JIOHHOCTbD K Pa3TNUIHBIM I/IH(I)EK].II/IHM n
3/I0Ka4€eCTBEHHBIM 3a60/IEBAHUAM

B GosbIMHCTBe CTy4daeB 3a/iepXKKa yMCTBEHHOTO
Pa3BUTHSI UJIM TPYJHOCTH B yuebe

BepKHMBaemMocCTh — A0 27 1eT

BCTpe‘{aeMOCTb HOCHUTE/IbCTBAy alllIKeHAa30B
1:100

MYI(O]II/IHI/I,H,OB 4-TO THUTIA

HeiipopereneparusHoe 3a60/ieBaHue

BcTpeuaeMoCTh HOCUTE/BCTBA Y AIIKEHA30B 1100
2 MyTauuu B 95% cirydaeB

[Mocne POAOB: I/la3HbI€ U3MEHEHUsI — KOCOoIla3ue,
MYTHOCTH pOI‘OBOﬁ 060}'[0‘{1(1/[, OTCJIOMKA CeTYaTKN

B pansHetimem: Tsokenas TICUXOMOTOPHasI 3aZiepXXKa
YXyAluIeHve B Te4eHUH HEeCKOIIbKUX JIEeT =

MpluievyHas C}Ia6OCTI:-, THUIIOTOHMS

BompIMHCTBO, HUKOT/Ia He Pa3roBapHBaloT, He
XOJIAT, He TIePeXOAAT YPOBEHb Pa3BUTHS 1-2 JIeT

HpO/ILO}I)KHTeHbHOCTI: JKU3HU - 0ObIYHAs
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bonesns Heroman-ITrka A

A -Knaccrueckas, paHHss, Tshkesnast popma
IprymHa: HeZOCTaTOK CPUHrOMHeTNHA

OTtnoxeHue C(bI/IHI‘OMI/Ie}II/IHa B IT€Y€HU U MO3TOBOM
TKaHU

XapakrepHo: mporpeccupyomasi arpodust ITHC,
yBeJIMYeHMe Ce/le3eHKU U IIeYeHU

BoBIIMHCTBO yMUPAIOT IO 4 JIeT
BcTpeyaeMocTh HOCUTENBCTBA Ay allIKeHa30B
[TpoBepKa 3 MyTarwii BeIsIBIsIET 95% HOCHATETEIH

Araxcusa TenrraHruosKrTasys

4
XapakTepHO: IIporpeccupyomuias arpodust q
MO3)Ke4Ka, OTCYyTCTBHE yCTOMYMBOCTHU TPU
xoapbe
Pe3koe cHmxeHme HWMMYHHUTETA (B OCHOBHOMB
BOCIIPMMMYMBOCTD K MH(EKIUAM 1
rpubKam)
HeycToitunBoCTb XpOMOCOM — MOBBIIIEHHBIH
TPOLIEHT 03/I0Ka4eCTBIeHU
YYBCTBUTE/IbHOCTD K PEHTT€HOBCKHUM JIy4YaM
BcTpeyaeMocTh HOCUTENBCTBA 1:70 Y
BoIxozueB n3 CeBepHoit AQprKu
Hawub6onee yacTa ogHa MyTauyst

BcrpeyaemocTh 1:1600 - 1:4000

besnok 3aziep)xuBarouii eiicTeue
l'[pDTED]'Il/ITl/[“IeCKI/[X 3H3][MO]3 — IIPOSIB/ISIETCS :'ﬂ’
paHHl/IM paSBl/ITHeM TSDKe/I0M eM(PU3EMBI, HEPBLIE
3aTPyAHEHMsI JbIXaHWU B BO3PACTE 40 JIET y
KYPHJIBILMKOB (y HEKYPSILIKX — B 53 TOAQ).
CUMITTOMBI pe/IKO TIPOSIB/ISIIOTCS JIO 25 JIeT.

10-15% rOMO3UTOOTHBIX PA30BBIOT
TenaToCIIEHOMETraJIvIo, X0JieCTas, Hapymemle
neyeHOYHO! QYHKIMH elle PYU BCKapM/IMBAHUH.
Y yacTyu U3 HUX Pa3oBbeTCS IUPPO3

[Mepecagka neyeHu — Xxopoue pesyanaTm’ -

-
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He pexomenayemblie npoBepku

bonesns ['ome

[nyxoTa (He Kak cuHzgpom) — KoHHeKcHH 26-30
CpeanuzeMHOMOpCKast muxopagxka FMF
Anb6UHU3M

Hegnocrarok anbda 1 aHTUTpUIICHHA




