MeTtoAabl
nccriegqoBaHus
BPOXAEHHbIX
NMOPOKOB
pa3BUTUA

Kadeapa natocdunsmonorumn Criormy
uMm. akag. U.M.MNaBnoBa



Knaccudumkauma metonosB
nccneaoBaHus

e JKCNepMMeHTanbHbIN MeToa
e KnnHnyeckune metoabl
* Mopdonornyeckme metoabl

e [eHeTU4YeCKMe metToabl



OCO00OeHHOCTU KNMUHNYECKuXx

MeToA4OB
e AHaMHe3: Hann4mne cxoaHbIX NMOPOKOB Pa3BUTUS
y poanTENEN, cnocos nnu Apyrnx

POACTBEHHUKOB NpobaHaa, 6rm3kopoaCTBEHHbIE
bpakw.

e AKyLUEpPCKUU aHaMHe3: Hannyme TepaToreHHbIX
doakTopoB

e OcmorTp: paspes rmasHbIX Lenen,
pacrnosiokeHne 3aBUTKa BOMNMOC Ha MaKyLlKe,
pasMep pPecHuU, TUno- uUnNn TUNepTUNoOPuU3M,
dopma 1 nonoxeHue unbTpa, CNMHKUM HOCA,
HO34pPEeN, ryd, yLHbIX pakoBUH, ddopMa TBEPOro
Heba, pacCTOAHNE MeXOy COCKaMW, MONnoXeHue
nanbUeB KUCTEW, KONMUYECTBO crubartenbHbIX
CKNagoK Ha HUX



[Tpumep

* UsonnpoBaHaa pacwenuHa ryool n Heba -
NOJSINFTeHHO HacrnenyemMbin NMOPOK C PUCKOM
nostopeHus 3,5-4%

e CoyeTaHue pacliefiMHbl C TMNepTesiopM3mMom
— (bpOHTOHAa3anbLHaA gMcnnasms ¢ HUYTOXHO
HU3KUM PUCKOM NMOBTOPEHUS

e CoyeTaHMe pacleriuHbl C TMNOTEesIOPU3MOM —
NMOPOK npo3eHuUedarnM4eckon rpynnbl C
PUCKOM noBTOpeHus 25%



48 + 1 Aetb




[lcuxmnyeckoe passutue

e OnurocdpeHus —
YyacTbIN NpuU3Hak
MHOXXECTBEHHbIX
NOPOKOB pa3BUTUA

CuHgpom [layHa




AHanu3 gepmMmaTtornupPuKkn — KOMNrieKkca KoXXHbIX
y30pOB, pacnosfioXXeHHbIX Ha NTagoHAX, noaoLwBax U
crnbartersibHbIX NOBEPXHOCTAX NasnbLeB

AHanunanpysa npusHaku
AepMaribHOM KOXW, BaXHO
pa3nuyarhb:

BpOXAEHHble aHaToOMU4yecKue
ocobeHHOCTU U aedeKTbl

crmbarenbHble CKNnaakKu
nanbLueB, NagoHeu u cTton

COOCTBEHHO
aAepmartornndunyeckune

NPU3HAKM T.e. NCYHKM
pusHaku,  T.e pucy EQMHCTBEeHHas crubarenbHas
AepManbHOW KOXU

cknagka V nanbua



CuHpgpom [layHa




[eHeTUYeCcKMne metoabl

[ eHeanorn4yeckuu
LinToreHeTn4yeckmnm
[TonynAauMOHHO-CTaTUCTUYECKUN

brnn3HeuoBbIn



[eHeanornyeckuun meton — aHanus
POAOCIOBHbIX

e B page cnyyYaeB  NOMOraetr  YCTaHOBUTb  TuM
HacnenoBaHUA nopoka. PonocnoBHas OOIMKHa
oXxBaTbIBaTb HE MeHee 3-X NOKOoNeHun

Kapnotnn My>x4ymHbl

7 8
8 58 B
3 14 15
18 &8
19 20

21




Kapunotun XeHLWwmuHbI




[NOMWHAHTHbLIU TUN
HacrneaoBaHUSA

Dominant

Affected Father )l Normal Mother

50% risk /M
d

¥ FGN I

Affected Normal Affected Normal
Son Daughter Daughter Son




PeueccuBHbLIN TMN
HacrneagoBaHUSA

L, Recessive

Carrier Father {1' x‘ Carrier Mother

[Sel) -

SEEX

Normal Carrier Carrier Affected




Tunbl HacneaooBaHUs

e AYTOCOMHO-
OOMUHAHTHbLIN 1
ayTOCOMHO-
peLeCcCUBHbIN

e X-cuenneHHbIN
OOMUHAHTHbLIU
(MOPOKU TOSNbLKO Y
XEeHLWMUH) n X-
cuenrieHHbIN
peuecCUBHbIN
(MOPOKU TOSbLKO Y
MY>KYUH




AyTOCOMHO-AOMWUHAHTHbLIU TUN
HacreaooBaHUSs

e Xopesa XaTTUHITOHA
e AXoHOponna3sus

e HempocundbpomaTtos
e [MlonnpakTunusa

e CeMenHasn
peTuHobnacrtoma




NMonnMKNcTOo3 noyek




aponnasuvs

AXOH







CemenHasn
peTuHobnacrtoma




AyTOCOMHO-peLecCCUBHbIU TUN
HacrneaoBaHUs

e [onyOble rnasa

e CepnoBnAaHO-KNeTo4YHasa aHeMuUs

e Kuctosubin pudpo3 (MykoBmMcumaos)
e bone3HbTen-Cakca



Bone3Hb Tes-Cakca

Bbi3dbiBaeTca MyTauuen rewHa,
OTBETCTBEHHOr0O 3a CUHTE3
depMeHTa rekcosoammHnaasol
— doepMeHTa,
NPUHMMAKLWEro y4yactue B
meTabonuname raHrnmo3naos. B
pesynsraTe raHrmmo3nabl
HakanIMBalwTCA B HEPBHbIX
KIeTkax, Hapywasa ux pabory.

bone3Hb  nposBndercad B
CUNbHOM HapyLleHNN
MOTOPHbIX aKTOB, BOCMNPUATUSA
7 NHTENNEKTYyanbHou
NeATEeNnbHOCTMW. [ns Heé
XapakTepHO Hannyme TEMHO-
KpacHOro NATHa Ha ceT4yaTkKe.

Ualle Bcero nposiBnsgercsa B
MIlageHYeCcTBe. B TakoMm
cryyae, NPUMEPHO C LLECTU
MecsiueB pebEHOK CTaHOBUTCH

MEHee aKTUBHbIM,
NOCTENEHHO TEPSET 3pPEHME U
CIyX. 3akaH4nBaeTcs
netarbHbIM NcxXoagom B

BOo3pacTe 5 — 6 ner



CepnoBugHoO-KneTo4yHasa aHeMus




X-cuenrneHHbIN peLecCUBHLIN
TWUN HacnepoBaHUA

e lemodpunua A/B
e NlanbTOHU3M
e CuHgpom NyHTepa (XaHTepa)

 MbiweyvyHana auncrtpoduna OioweHa-
Bekkepa



CuHpgpom XaHTepa (F'yHTepa) —

Mykononucaxapupos Il

e NedekT L-
naypoHocynbdarcynbga-
Ta3bl,
XapaKTepusyrLwmncs
yMepeHHO BblpaXXeHHOU
aedopmauven cKkeneTta,

atpodcumen ANCKOB
3pUTEnNbHbIX HepBOB,
NMUrMeHTHOW

| AereHepauven ceT4vaTku,
nporpeccupyrowien

YMCTBEHHOMW OTCTasfloCThbHO



Muwoguctpoduna QdoweHa-
bekkepa

MblLwe4vHas ancTpodous
[lloleHa-bekkepa
(ncesgorunepTpoduryeckas
MmonaTtuns) - 0OgHO U3 caMblX
4YacCTbIX HEPBHO-MbILLEYHbIX
3aborneBaHun; CBS3@aHO C

HapyLUEHHbIM CUHTE3OM
benka, cTabunN3npyrowero
MeMbpaHy MbILLIEYHbIX

KIETOK



[emochbunua A

CARRIER
MOTHER

NORMAL NORMAL AFFE CTED CARRIER

male female male female




e LInToreHetnyeckmn .mMetTon - onpeneneHune
NOfIOBOro  XpomMaTuHa UMM  XPOMOCOMHOIo
Habopa pebeHka (nnoga) C¢ BPOXAEHHbLIMU
NnopoKamMun Unn ero poauTeneun

* [lonynaymMoHHO-CTaTUCTUYECKUA  MeTon —
onpeaeneHne 4actoTbl NMOPOKOB pPa3BUTUSA B
onpeaeneHHou reorpaduUyeckon 3oHe

* brinsHeuoBbI MeTOA. brn3Heubl MOryT ObIThb
KaK KOHKOpAaHTHbI MO NOPOKY pa3BUTUA, TaK U

OVUCKOPAAHTHbI



Mopdronornyeckmu mertoa

* Acnonb3yeTrcA AOna  uvccnegoBaHUA
pa3fin4yHbIX BUOOB MaTtepuana:
naToryioroaHaToOMU4ecKoro,
3MOpPUOSIOrM4YecKoro, onepaumoHHOro,
ononcumnHoro



[HopoaoBasa aunarHocTtuka BI1P

* YnbLTpa3ByKOBOe UccriegoBaHue nnoaa
 OnpeaeneHune KapmnoTuna nnoaa

1. AMHMOUEHTE3 C UccrieaoBaHMEeM OKOJS1oMmnogHOW

KNOKOCTU N KYIIbTUBUPOBAHNEM COLEPKALLUXCA
B HUX KI1ETOK

2. buoncua BopcuH XxopnoHa

e MeTop onpeaeneHus AdDI1 (anbga-
deTonpoTENHOB) B aMHUOTUYECKOWU XKMOKOCTU
n/Mnn CbIBOPOTKE KPOBM DEPEMEHHOMW.



N3mMeHeHne HacnegcTBeHHbIX
CTPYKTYp (MyTauun)

°* [eHHble  MyTauumMm —  WU3MEHeHue

BHYTPEHHEN CTPYKTYpPbl OTAENbHbIX
reHoB.

e XPOMOCOMHbIE MyTauuu — U3MEeHeHUs
CTPYKTYPbl XPOMOCOM (TpaHCcnokauuum,
aeneuuun, aynnmKkauum, UHBepcumu)

* [eHOMHbIe MyTauuMm — U3MEeHeHus
Kornm4yectsa XpomMocoM (Tpucomum,
MOHOCOMUU, aHeynnonauu



Kputuueckmne nepuoabl pasButus

Embryonic Period (in weeks)

Fetal Period (in weeks) Full Term

1 | 2
Period of dividing

zygote, implantation,
and bilaminar embryo

Usually not
susceptible
to teratogens

4 5 6

Teeth
Palate |

External genitalia

Ears |

I I

Prenatal death

Major morphologic abnormalities

Physiologic defects and minor morphologic abnormalities




[eHHbIe myTauun

* AYTOCOMHO-A4OMUHAHTHbLIN TUN
HacnegoBaHUA

* AXoHAOponnasus
 CuHgpom MapdraHa

* HenpodmnbpomaTtos

« Xopeda XaTTUHITOHa 1 ap.



Xopesa XaTTUHITOHA







AxoHAaponna3usa — NIoKyc
4p16




AxoHpgporeHe3 Tun Il —nokyc 5q31-34



CuHapom KopHenuu ge JlaHre — nokyc 3q26/17923




[eHHbIe MyTauunm

e AYTOCOMHO-peLeCCUBHbIN TUN
HacnegoBaHUA

* AnbOUHN3M

* KUCTO3HbIN pnbPO3
* OeHUNKeToHypus

* [@anakTo3emums






XpOMOCOMHbIEe MyTaLuu
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O 53 O O N T 5 W =1

Duplication

ke k=5 Lk bk Uk e

A -'."‘ &z % e
Deletion

O L R (o o o 1 -

mu Versiont= l_” racentric

Inver: f onElk ‘{:ﬁﬁﬂi?ﬁf@

[ ARG T N[5 W 1 =1 N =




XpOMOCOMHbIe MyTaLuM -
CUHAOPOM «KoWauvbero Kpuka» (geneumsa Sp-)

YacTota — 1 Ha 45000
Cneundomyeckuu nnav
YMCTBEeHHasl OTCTanocCTb
Mukpouedanus
TunnyHoe cTpoeHue nuua
(nyHoobpa3Hasa copma,
3MNUKaAHT, TMNEepPTenopusmMm,
Kocornasue)

'MNnoTOoHMA MbILWIL
Mopokun cepaua (50%)
AHomanuu rnas (B T.u.
aTpodus 3pnTenbLHOro HepBa)

-




XpOMOCOMHbIe MyTaunuun —
KapnuoTun CUHAPOMA «KOLavybero Kpuka

19 28
Karyotype: 46,XY,del(5)(p14.2)




rraaer-vvilli cuHApPOM (Aeneuus
15011,2q12)

e KnuHuka: oxunpeHue, runoToHUsA, rMnoroHaausm
e Yactota: 1 Ha 10,000 — 1 Ha 25,000 HOBOpPOXAEHHbLIX

del(15)(q11.2q12)

GTL-banding  SNRPN

- <P
Py a8

LRI L Y % Q




CuH

apowm lartay (tpucomus 13)

Yactota - 1 Ha 7602
lpeHaTanbHaga rmnonnasus

TpuroHouedanus,
MuUKpouedanus

'Mnotenopusm
AHOManNuu ckanbna

PacwenuHa BepxHen ryobl u
HeOa

NMNonupakTunua, dnekcopHoe
NOfIoXXeHne KNCTEWN

[1BYyCTOPOHHAA
MUKpodTanbmMus, Konooboma

BMP ronosHoro mo3sra (85%)



CuHppom-JayHa — Tpucomusa 21




[eHOMHaa myTauua — cuHapom [layHa
(Tpucomunsa 21)

= YacTtoTta — 1,25x10°3

> YnnouweHue npoduna nmuya
( " “ Bpaxuuedcdanusa

1 2 MoHronouaHbin pa3pe3 rnas,
EERERN] -
/
6 , 8 o i 1" 12 «CKknag4yaTtbIin» A3bIK

dedopmauumn rpyauHbl
“ “ n ." {’ “ YacTble KOXHble CUHOAKTUIUKN

13 16 17 18

ﬂonepeqHaﬂ JINHNA Ha NNagOHU

je (¢ T )¢ )) KnuHogakTunua mmsmHua

19 2 2 X X NMopokun cepaua (60%)
o [Mopokun XKKT (15%)

e INasza: natHa bpywdwunbaa,



CuHppom daBapaca — Tpucomus 18
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AHeynnounaus

Normal Abnormal Abnormal Normal
(Turner (Klinefelter
syndrome), syndrome),
sterile sterile




CuHppom LUepeweBckoro-TepHepa
(kapuoTun 45, X0, BO3MOXEeH MO3anLn3m)

HactoTta — 1 Ha 3000
‘PyauMeHTapHble roHaabl
KopoTkasa cknagyartas wes
‘[MTopoku cepaua (25%)
cAHOMaNun No4yek

*Huskum poct

*HepopasBurtue BTOPUYHbIX
NONoBbLIX NPU3HAKOB
‘AHTennekt ONMU30OK K HOpMe,
Heaopa3BuUTUE
3MOUMNOHAarIbHO-BOJIEBbIX
NposiBIIeHNMN




Cunppom KnanHdentepa (kapuotun 47,
XXY)

e Yactorta—-1,13 Ha 1000

e EBHyxouagHoe TenocnoxeHue
 'MHeKoMacTus

e Mukpoopxmansm

e OBonoceHue No XXeHCKoOMy Tuny

e OnurocpeHnsa B CTerneHUu nerkou
AeOUNbLHOCTU — He Bceraa

e NMpn kapuotunax 48 XXXY, 49
XXXXY yBenunuumBaeT cCTeneHb
YMCTBEHHOM OoTCTasriocTu n
NOPOKOB pa3BUTUA




Cunpapom Akobca - XYY




CuHppom Akobca - XYY




