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[J1AH JIEKUUW

. BPOXOEHHbIE U
HACJIEOCTBEHHbIE BOJIESHI

. TEHHbIE BOJIE3HW
. XPOMOCOMHBbIE BOJIE3HW
. MYIIBbTUPAKTOPUAIIbHbIE

BOJIE3HW



BPOXXOEHHbLIE BONE3HU — 3TO IPYMNA
3ABONIEBAHUN, C KOTOPbIMU
HOBOPOXXOEHHbIN NOABNAETCH HA CBET.

BPOXOEHHbLIE BONE3HU MOIYT BbITb
OBYCINOBINEHbI HE TONbLKO
HACNEOCTBEHHbLIMU NATONOrMAMU, HO U
®AKTOPAMU CPEQbI.

C OPyrow CToOPOHBbI, HE BCE
HACNEOCTBEHHbIE BEONE3HU ABNAOTCA
BPOXXAEHHbLIMU, T.K. MOI'YT NPOABUTLCA YXXE
B 3PEJTOM BO3PACTE.



HACNENCTBEHHBIE BOJIE3HU - 3TO BONbLUASA
FPYMMA PA3HOOBPA3HbIX 3ABONEBAHUN,
NMPUYMHOM KOTOPBIX SABMSAIOTCS MYTALMU —
PA3JINYHbLIE HAPYLIEHWUST HACJIEQCTBEHHOIO
ATMAPATA KJIETOK.



Knaccuounkauus HACNEACTBEHHBIX

BONE3HEN
Knaccuguuupyromcsi Ha ocHoege

cCHemu4YecCcKuUx ripu4uH
6803HUKHOBEGHUsI:

a) reHHble Oone3Hu;
0) XpOMOCOMHbLIEe 60Orie3HU;

B) Oone3Hu ¢ HacneacTBeHHOM
npenpacrnoriodXKeHHOCTbIO;

r) reHeTU4YecKue OonesHu
COMaTUUYECKUX KIEeTOK;

a) 0one3Hun reHeTU4YeCcKou
HECOBMECTMMOCTMU MaTepu u nNnoaa;

€e) MUTOXOHApPUaribHble 00rie3HM.



HACNEQYEMOCTb HACNEOCTBEHHbIX

BEONE3HEWU
* [eHHbLIe bone3Hn nepeaaroTca U3 NOKoneHus

B NoKoneHue no sakoHam MeHpaens.

* BONLLWMHCTBO XPOMOCOMHbLIX 0OOJne3HeN
BOOOLLe He HacrneayeTcs.

e CTPYKTYpPHbIe MNMepecTPpoOUKM XPOMOCOM,
BO3HUKAOT B pe3ynbrate MyTauum W
KOMOUHaTUBHON U3MEHYNBOCTM.

 HapyLweHus KonunyecTtBa XpPOMOCOM

BO3HMKAKT B pe3ynbraTte HapyLieHus
menosa. Peako npu nepBoM pAeneHuu
3UroThbl.




JIETANBHOCTBL

MHoOro nartorniormvyeckumx anrenen
npuBoAAT K JilemasibHOcmu.
bonbLle BCero CMEepPTHOCTb
NPoOABNAETCA Ha YpOBHE 3MUrOT.
Cuutaercas, 4TO OO0 60% 3UrOT
npekpawiaeTt geneHve v normbaroTt
eLye Ao MMMNaHTauun B
CIIM3UCTYIO OOOJNIOMKM  MaTKMu.
Cpeou ocrtaBwmxcad p[o 15%
3aKaH4YMBaeTcs CMOHTaHHbIMU
abopTtamu, a 1% geten poxpoaeTcs






| EHETUMECKUN IPY3

Cpenou 1000 poxaeHHbIX OO0 5 geten
yMUPAKOT B Bo3pacTe A0 1 roaa.

Bce nepeuyncneHHble neTtanbHble
ucxoabl CBsA3aHbl C HacnegcTBeHHOM
naToniormemn. COBOKYNHOCTb
naTonoru4ecKkux anneneu B nonynayuax
yerioBeKka Ha3blBaeTCA 2eHemu4YecKUM
2py3oM. [eHeTU4YeCKUU Trpy3 MOXeT
obycnaBnuMBaTb nonnmopdusm
NPU3HaKOB, CHUW)XKEHHYK CMOCOOHOCTb K
PAa3MHOXEHUIO  UNU NOBbLILEHHYHO

CfCRAOOKNTLIANMTL




PAcCnPOCTPAHEHHOCTb HACNEQCTBEHHOMN
NATONOMrMN Y OETEN

Tun natonoruun

PacnpoctpaHeHHOCTb, %

[[eHHble Done3Hn

1 (cpean HOBOPOXAOEHHLIX)

XPOMOCOMHbIe BOMEe3HM

0,5 (cpean HOBOPOXOEHHLIX)

bonesHu ¢
HacneacTBeHHOU
npegpacrnonoXeHHOCTLH

3-3,5 (cpean peten oo 5
ner)

HecoBMeCcTUMOCTb
MaTepu 1 nroga

0o 1% (cpegw
HOBOPOXAEHHbIX)




eHacnegoBaHune
* AYyTOCOMHO-AOMWHAHTHOE

* AYyTOCOMHO-pPeLIeCCUBHOE
o X-cLlenneHHoe JOMUHAHTHOE
e X-CLENNEHHOE peLIECCUBHOE

eY-cUeNMeHHoe



OCb
cnupanu




[MonunpakTunus
Y3\ » Knunnueckne npusHaku:
&8\ CyLLEecCTByeT ABa BapuaHTa:
'» TN A, Npy KOTOPOM
YWiEA L~ononHWTENbHLIN Naney
doyHKUMOHanNeH, n Tun B,
Korga OOnoOSTHUTENbHbIN
naney Hegopas3BUT U
npeacrtaBnsieT cobon
KOXXHbIW BbIPOCT.

¢ Tvun HacnepoBaHua: Al

¢ [NMonynaunoHHaa YyacToTa
— oT1 1:3000 oo 1:650










POLYDACTYLY AND SINDACTYLY

adenpasstusl



ABNORMALITY OF STRUCTURES OF HUMAN ORGANISM: BRACHYDACTYLY
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AxoHpapPonnAsus - (XxoHOpoducmpogusi)
oOycnoBneHa MyTauueu reHa peuentopa

cdakTopa pocCTa dondbpobnacTos,
BbI3bIBalOLEUN OTKITOHEHNA B aKTUBHOCTW
HEeKOTOpPbIX depmeHTOB (5-

HyKneoTupasbl, rMOKO30-6-chocaTasbl),
B pe3ynbraTte 4yero HapyLwarTCsA POCT W
pa3BuUTUeE XpsweBoU TKaHM B anudusax
TpyO4YaTbIX KOCTEM UM B OCHOBaHUWN
yepena.

Tun HacneagoBaHUA - ayTOCOMHO-
AOMMWHaAHTHbLIWN. MonynauMoHHan 4yacToTa

A A VPO AN



JXEHLUMHA C
AXOHOPOMNA3VEN




ABNORMALITY OF STRUCTURES OF HUMAN ORGANISM:
ACHONDROPLASIA




CuHppom MapPoaHA (CM) - ayTOCOMHO-
AOMUHAHTHaA OonesHb, NPUYNHOU
KOTOPOW ABNAETCA Mymauusi 2eHa b6eriKa
¢pubpusnnuHa (15q21). "

OnucaHo Gonee 10 |
BAPUNaAaHTOB MyTauunUu B
OAHOM reHe, YToO

obycnoBnunBaeTr KpauHIOK
BapuabenbHOCTbL CMHAPOMA.

CemenHble criyvyawu
COCTaBNAIOT 75% BCeX
HabnaAeHUN.

[TonynauuoHHasa YyacToTa-

A A £ AN\



CUMHOPOM MAP®AHA

arachnodactyly

Pectus excavatum

Normal
- . hands

Marfan
Dilation Syndro €

Elongated finger and arm bones



CEPI'IOBI/ID,HO-KJ'IETOLIHAH AHEMMWA.
AA -(HsA HBA);, Aa - (HBA HBS); aa -(HBS HBS).

[Mpn 3TOM 3a00neBaHnn B 6-M NMOJIOXKEHUU (3-
Lenu reMornoobuHa rnyraMmmHoBas KUCroTa
3amMelleHa BarimHoM (HbS).

JTa 3aMeHa
odycrnoBnuBaeT
MOHU)XEHHYI0
pacmeopumocmab
2emMozasiobuHa, ny
rOMO3UroT 3PUTPOLUNTDL
npunoopeTaroT
cebpnoBUAHVIO bODMV.







TAnAccemus OOycCroBfieHa MyTauUsAMMU
rMoOMHOBLIX reHOB, MNpPUBOOALLIMMU K
YMEeHbLUeHHOMY coAepXaHUK rMoOuHOB
WM NMONMTHOMY UX OTCYTCTBMUIO.

[lpuynHa a-tanaccemmu - nosnHas
peneuuss remMornooMHOBLIX a-reHoB.
Taknx reHoB YeTbipe, U OT KOJNiM4yecTBa
OTCYTCTBYHOLLUX FEHOB 3aBUCUT TAXECTb
3aboneBaHusa. OHM pacnorioxeHbl B 16-U
Xpomocome-16p13.

[lpy BbIpaXeHHbIX TaraccemMusax
HabngaeTca reMmonuTU4YecKasa aHeMus.







NETANbHbIN 3ODEKT NErKAA ®OPMA




A Parent with
Thalassemia
Minor

A Parent with
Thalassemia
Minor

lq \q
Thalassemia Thalassemia Thalassemia MNormal

Major Minor Minor Blood



bone3zHb BunbcoHa-KoHoBanoBa

(renaToneHTUKynNaApHas

AereHepauyus)
e AYTOCOMHO-OOMUHAHTHbLIN TUNM




Hegext musocomaneRoro enka,

— T

MEQH C XEAYBIO

TOXCHYECKOE RECTRHE
MERH Ha TENATOUNTH

Y

KHPOBOE NEpEpORALHIE

\

APRCTYNH
FEMOAHTHYECKOR
AHEMH !

HaDYIIEHHE OTINCNNEHEA

MERH 0T epyRONAAIMILLA

MONOKHTENLHEL DANARC MeRH
dubpoz, UHpPO3 NeYeHt

BMCEODORREHNE MeH 1 OTINANKA
¢2 B IPYrHe Oprafy

K X

MOTODHHE MORYKHTEAEHEI
Repponoruyeckie  daktop ana
RapyWeHIA DAIBATHA

ATEPOCKIEPOIA



Bone3Hb NnMNnaHoro oomeHa

bone3Hb Tesi-Cakca. [NaH2n1uo3udos.
Hacnepgyrotcs no ayTOCOMHO-
peueccuBHomy Tuny. [aHrNMosuabl —
3TO CJIOXHble FMUKONuUNuabl, KOoTopble
coOdepXXaTCA B TaHIMMO3HbLIX KhNeTKaxX
ceporo BellecTBa rosIOBHOro Moa3ra.
[Mpn 6one3Hun Tena-Cakca npoucxoouT
HaKoMnJfieHne raHrnMo3naoB B rOyfIOBHOM
Mo3re, ne4vyeHu, cerie3eHke,

IpUTpouuTax, KOTopble npeBbIlWakoT
HOpManbHYHO KOHUeHTpauuo B 100-300






bone3Hb yrneBogHOro oomeHa

Fanakmo3semus. 3aboneBaHue
HacnenyeTtcaA Mo ayTOCOMHO-peLecCUBHOMY
TMNYy.

[[anakto3a BXOAUT B COCTaB J1aKTO3bl
(MONMOYHOro caxapa), COCTaBHOM YacTu
roygHoro wmonoka. [lpu ranakrosemuu B

TKaHAX opraHusma HakannmBaeTcs
N30bLITOYHOE KONIN4ecTBO ranakrto3o-1-
docdaTa 7 ApYyrux NPOAYKTOB

HernosIHOUEeHHOro pacnaaa Nnakro3bl.

Y HOBOPOXAOEHHbLIX AeTen CUMMTOMbI
Oone3HUn nNpPoOABNATCA MNoOcCne npuema
MOJIOKa: pBOTa, CyaOoporu, pa3BuUBaeTCH
XenTtyxa, renartomeranusa. B panbHeuwem
NPU3HaKu Uupposa neveHun, nopaxeHus LHC,

R AR BEIBFEASE B EAALA SV LV 09V EEE| \ WAV I U e ErN.Ya|



Brain damage
Cataracts

o Jaundice

_ Enlarged liver

X -~ Kidney damage

A If a galactosemic
kB ﬁ A infant is given milk,
. ' unmetabolized milk
sugars build up and
damage the liver, eyes,
kidneys and brain



BOnE3HN AMMHOKMCNOTHONO OBMEHA

DEHUNNKETOHYPUS
(pbeHunnupoeuHoz2paoHas
OJ1U20QOPEeHUsI). 3aboneBaHue,
obycnoBneHo AgedektoMm depmeHTa
deHUNnanaHUHrugpokKkcunasbl.
HapywaeTtcs npeBpaLwjeHue
deHnnanaHnHa B TUPO3UH (HapyLuaeTcs
dopmupoBaHue MnMeriMHOBbLIX 000NoYeK
BOKpyr akcoHoB LIHC).



DO EHUNKETOHYPUSA

KnunHu4yeckune npusHaku:
NnoBbilWeHHasA BO30yaAUMOCTb U TOHYC
MbILLL, TPEeMOpP, « MbILUMHbIN» 3anax,
YMCTBEHHas OTCTanoCTb, CHUXEeHUe
oOpa3oBaHUA MerlaHUHa.

PaHHAA npodunakTuka u rie4yeHume —
NCKyCCTBeHHas guveTa.

Tun HacnepoBaHusa: AP
[lonynaunoHHaa yactota- 1:10000



‘DennanaHvH

/ 0

CyHTe3 benka OeHnanaHHoOK1aas3a

|

MeHVNNMPOBYHOTpaAHas DeHnNyKCyCHas menwnlm‘onouuaa
l |

L |

Mo3r leyeHb [oYKu
(HakonneHue) (Hakonnexue) (BbIpeneHue)

i

Y
(MeHvnreKoOHoBbIe Tena






° AflbBUHU3M

e [lpn 3TOM 3aboneBaHMU B KOXe He
obpa3yeTcH MEeNaHWuH. [MepBUYHbLIM
ONOXMMUYECKUM aedeKTom ABnsieTcs
HeJoCTaTOYHOCTb hepmMeHTa TUPO3UHa3bI, B
pe3yrnbTaTe 4ero 6fiokupyertcs npeBpatlleHue
TUPO3UHA B MeJIaHUH.

s AnbOMHN3M BCTpe4yaeTcAd B  pa3HbIX
nonynauMax C€ Yyactotom - oT 1:5000 Ao
1:25000. Hanbonee pacnpocTpaHeHHasa ero
dopma - rMa3oKOXHbIN
TUPO3MHA3OHEeraTuBHbIN  arNbOUHU3M -
HacnepyeTcd nNo ayToCOMHO-peLeCCUBHOMY
TANYy.

e [eH ANKOVHV2AMA KADTUDORAH R 6a12-a15









« Camasa OonbLiagd B Mupe ceMbs anbOMHOCOB
HacuyuTbiBaeT 10 YyerioBeK.

e B noBONIbHO HEOObLIYMHOU MHAOUUCKOU CeMbe
[MynnaH HacuyutbiBaeTcAa 10 4YenoBeK, KaXAablw
N3 KOTOPbIX ABNAETCA Ha 100% anbLounHocom.

e HecMoTpAs Ha TO, 4YTO anbOMHOCOM O
CTAaTUCTUKe ABNAETCH KaXabin 17 000-U XXutenb
3emnu, cembe [llynnaH yaanoCcb COXpPaHUTb
CBOK «TpaauvLuUIO» — B HeUu poxaoarTcs
UCKNIOYnTEeNbHO anbbuHockl. NMpeacraButenu
KHurn pekopooB 'MHHeca 3apeructpupoBanu
3TOT peKkopa WU Yy3HanNuM OT rnaBbl CeMbM
anbbuHocoB, 50-netHero Po3seTtypu, n ero 45-
netHen cynpyru MaHu, 4TO OHM, KaK U BCe UX
AT N paxe BHYKU, OYeHb ropasaTcA CBOUM
LBETOM KOXW, XOTA OrnegHasas KoXa M MNMOYTU
Oernble BONOCbLI MPUHOCAT UM HEMANOo npoornem
n3-3a cornHua.






[EMOounnua A - tsaxenoe 3ab6oneBaHwue,
odbycnoBneHHoe pAedektom hakTtopa VIl
cBepTbiBaHUA KpoBU. BcTpeyaeTca ¢ yacTtoToun
1:2500 HOBOPOXAEHHbLIX Marb4yMKOB. Twun
HacnengoBaHUS - X-cuenrneHHbIU
peueccuBHbIU. [eH pacnonoXxeH B AJIMHHOM
NnrieYye¢ A0CO

e g W



X — cuenneHHbIN peuecCcUBHbIN TUM HacneaoBaHUA

(X-P)
[eMN3NroTHOCTb Y MYX4MH

3aboneBaloT NPeUMyLLECTBEHHO MYX4YNHbI
CbIH HUKorga He HacneayetT 3aboneBaHue oTua

Ecnu npobaHp xXeHLWwMuHa, To ee oTel 00A3aTeNnibHO
OoneH.

'eTepo3nroTHasa HocuTenbHUUa — MaTb nNepeaaeTt

MYTaHTHbI| 0—0 bIHOBEMW.
! i
N
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Inheritance of Hemophilia
“Carrier” Mother and Father Without Hemophilia

Parents
4
Father Normal
with Mother
Hemophilia
Father Mother
r {without (carrier for
XY XX hemophilia)  hemophilia gene)
XY XX
I I ¢
XX XY XX XY {} ’ q}
Son Daughter Son Daughter
(without {carrier for {has (does not carry
Carrier Normal Carder  Normal hemophilia)  hemophilia gene}  hemophilia)  hemophilia gene}
XY XX XY XX

Daughter Son Daughter Son
Children



[lanbTOHU3M







['MnodocoaTemusn
(BUTAaMUH D-pe3ncTeHTHasA popmMa paxuTa)




X - cuenneHHbIn AOMUHAHTHbIN

TN HacnepoBaHua (X-L,
e Y 300pPOBbLIX poAuUTerien BCe AeTH
300poBbIe
 Ecnun oTel 60neH - 6oneroT BCe
ao4yepu, Bce CbIHOBbSA 3,0POBLI.

e MaTb 60NbHa — BEPOATHOCTbL O0ONe3Hn
y AeTen He3aBMCUMO OT norna — 50%

* BONbHbLIX XXeHLUMH B 2 pa3a bonblue,
yeM 00JIbHbIX MYXXYUH



Y — cuenneHHbIN TUN
HacreaooBaHUSA

* [onaHgpunyeckmun TUn HacnegoBaHUS
* [lepenaya TONbLKO MO MYXXCKOW NTMHUNA



 [MunepTpuxo
3

* IXTNo3-
3aboneBaHm
e KOXMW.

PbiObs Yyelwyn













MYJIIbTU®AKTOPUAJIbHbBIE

BOJIE3HI

C HacneacTBeHHOM
npenpacnonoXeH-HOCTbIo
pa3BMBalOTCH y nogen C
onpeaerneHHbIM TreHOTUNOM  nopA
aeuctemem (pakTopoB OKpyKaroLuewn
cpeabl.

B a3tTux cny4yasax Heoob6xoanmo
AEeUCTBME HA MYTaAHTHbIN TreH
cdhakTopoB cpeabl.

Hanpumep, ~arepocknepos,



IMPUMEPLI BONE3HEN C HACNEACTBEHHOM MPEOPACMONOXEHHOCTbIO

Mpynnbl n pasHoBMAHOCTU 3aboneBaHUmn PacnpoctpaHeHHOCTb Ha 1000 yenoBek
Bpoxx0eHHbIe NopoKu pa3eumusi:
PacwiennHa rybbl n Heba 1-2
AH3HUedannsa 1 YyepenHo-Mo3roBas rpbika 1
BbiBnxu 6eapa 2-5
mapouedanus 0,5
KoconanocTtb 5
lNcuxuyeckue u HepsHble 6one3HuU:
LLInzoppeHna 10-20
anunencus 8-10
PaccesiHHbIVM cknepo3s 0,02-0,7
Comamud4eckue 6onesHu cpedHez20 so3pacma
[Mcopuas 10-20
BpoHxunanebHasa actma 2-5
A3seHHaa 6onesHb Xenyaka v oBeHaauaTMnepCTHOM KULLKK 20-50
Nwemunueckasn 6onesHb cepaua 50-100
MnepToHn4eckas 6onesHb 100-200
Ounabet 10-20




LLIN3OPPEHW



XPOMOCOMHDbIE
BOJIESHW




[Npossnesue cuHapoMoB MOXeT DbiTh

CBHA3aHO C.

* NONHOWU TPHCOMMHER/ MONOCOMMEN BO BCEX
xnerxax. Npusep aanucu xapuotuna: 47 XY,
+13 (cwsapom MNaray),

* MOJAMUHOM MOM. ngn 50% 46 XX:
25%AT7 XXX 25%:25%45 X et

. Q)ancnouunonnoa hopmon. Hanpamep, 46,

X, rob 14721 (TpascnokaumonHan opma
cuHapoma [layra)
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KPUKA
KAPUOTMUIT:

46, XX, ( 5p-)
NI 46, XY, (5p-).

3TUOJIOMNS
CHUHOPOMA:

NENELUNSA
KOPOTKOIO
MNEYA 5-1/
XPOMOCOMB!.
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The Philadelphia Chromosome and Chronic Myelogenous Leukemia (CML)

Normal Chromosomes Translocated Chromosomes

Trans...

..location fused
- abl-ber
ablgene . pergene e gene - =
9 22 9 22 (Philadelphia
elongated chromosome)

The translocated abl gene inserts into the ber gene. The two genes fuse.
The altered abl gene functions improperly, resulting in CML.




22
© © B_cr Increase of

[] ﬁ =2 Ieuken‘fc cells

Translocation

i L]

AblI ©
Philadelphia K REE
chromosome Abl

Creation of the fusion ;
protein Bcr—ADbl Ber-Abl



PPATUTIBHAA X-XPOMOCOMA |
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Testis-
determining - - TR? [—
factor
(TOF) Nucleus
l DR* —1»
T+R  D+R*— Androg
Faa T " T moeptor (R)
testis

e

TM-Q

D Dihydrotestosterone

CUHOPOM
MOPPUCA

Differen-
tiation of
the Wolffian
» ducts

’

leferen-
tiation of

the uro-

.

1. Scheme of functional events
C. Androgen receptor and TFM




CAHOPOM

: = HAYHA

- a =  karyotype :
=) 47,XX, (21+)
kS ///L\ 47, XY, (21+).

. The frequency
| zxze of births is
1/700.

skin creases




CuvHppom [layHa

CUuHOpOM - 3TO KOMMIIEKC CUMIMTOMOB, XapaKTepHbIX A5
onpeneneHHoro 3abonesannsa. CnHgpom [layHa onucaH B 1866
. aHrmunucknm Bpadvom Jl.JJayHom. OTO Hambonee mnayyveHHoe
HacneacTBeHHoe 3aboneBaHue. YacTtota BCTPEYaEMOCTU -
1:700 - 1:800. 20-30% ©OonbHbIX norubawT A0 roga, 50%
nornbatoT B nepsble 5 NeT, 3% aoxusatoT Ao 50 neT. [pu4yuHou
6o51e3HU ABNAETCS TPUCOMUA MO 21 XpOMOCOME (nuHAs 21
Xxpomocoma). B  ocHoBe OonesHn [layHa = nexur
HepacxoxXxaeHne 21 napbl XpPOMOCOM, KOTOPOE BO3HUKAET nnbo
Npu raMeToreHe3e BO BpeMs MeNo3a, NMMbo Ha paHHUX CTaausix
apobneHust 3urotbl. Kapuotun ©OOMbHOrO npu TPUCOMHOM
BapuaHTe: 47, +21. [lpun TpaHCrNokauMoHHOM BapuaHTe
BO3HUKHOBEHUA 3ab0fieBaHUSA B KapuoTune coaepXmuTtcs 46
XPOMOCOM, T.K. TOMNbKO 4YacTb 21-0M XPOMOCOMbI
NMPUCOEANHAETCS K TOMONOrMYHom 21 nnu K HEromosnorn4yHowm,
Hanpumep: 1521,



[1eTn pa3Horo Bo3pacTa C XxapakTepHbIMU YepTamMu
cuHopoma [dayHa
(bpaxuuedranus, Kpyrnoe nuuo, Makporioccus U
OTKPbITbIN POT, AMUKAHT, TMNepTenopunam, LUMpoKas
nepeHocuLa, «kkapnmn poT», Kocornasue)
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TPACOMUA 13 (CUHOPOM
MATAY)

KARYOTYPE .

47, XX, (13+)

47, XY, (13+).

The frequency of
births is 1/15.000.




HoBopoXAaeHHble C CUHAPOMOM [MaTay.
OBYCTOPOHHAA paclennHa BepxHeu ryobl U Heba; y3Kue
rmasHble lenw; HU3KO pacnonoXeHHble n
necdopmMmpoBaHHble YLIHbIE PaKOBUHbI; donekcopHoe
NoOJsioXKeHne KUCTeMn.




TRISOMY 18 (EDWARDS SYNDROMIE)

occiput, or back part
of the skull, is

ot Karyotype:
e 47, XX, 18+
47, XY, 18+.
YACTOTA CPEOM

HOBOPOXOEHHbIX
1/5000.

small
mouth,
small jaw,
short neck

shield chest,
or short and
prominent
sternum;

and wide-
set nipples

R4
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CvHpPom DaABAPACA (TPUCOMUSA 18).
CmepTb 00 2-3 mecsiLeB.

PeHOTUN: Y3KUM 10O, LIMPOKUN
3aTbIJIOK, HU3KO pPacnosioXKeHbl yLu,
Hegopa3BUTas YerncCThb, oAHa
nonepeyHasa nagoHHasA CKNaaka,
oAHa - Ha 5™ nanbue, MbIWEYHbIU
rMNepToHyC, rmnepTesiopnu3m, NOPOKH

cepAua u ap.



CMHOPOM LLEPELWLUEBCKOIO-TEPHEPA

o o

Short stature

haidme* ,fm " Heart-shaped
Webbing of ' ce
neck

Coarctation

Broad ches of acria
with widely

spaced

npples Cubitus

valgus

Streak ovaries,
amenorrhea,
infertdity
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[leBoYyka ¢ cMHOPOMOM
LllepelueBcKkoro-
TepHepa

LLlenHblie
KPpblTOBUOHbIE
CKINagKu:;

LLINPOKO
PACMNOSIOXKEHHbIE U
Hegopa3BUTbIE COCKU
MOJ1OYHbIX XXEenes.
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CuHapom LlepelwieBckoro-TepHepa

[TpnynHon cnHapoma aBnsaeTcd oTcyTcTBME OgHOU N3
X-XpPOMOCOM B XEHCKOM opraHname. Kapunotun - 45,
XO. YacrtoTta BcTpeyaemocTu: 1:5000.

OeHomuriudeckue riposigrieHus. Y 060MbHbIX XEHLLMH
OTMEYaeTca HU3KMU POCT, KOpoTKad LWesa C
KPbINMOBUAHBbIMW  KOXHbIMW  CKIMagkamu, LUMpOKas
royogHada  Knetka, AedopMuUpoBaHHble  YLIHbIE
PAKOBWHbI, AMNUKAHT, aHOMarunm 3peHna, CHUXKEH Chnyx,
aHomManum ceppgua, cocygoB, NOYeK, HegopasBUTUe
NONOBbIX Xerea, criadbo pa3BUTbl MOSIOYHbIE XKESNEe3bl.
[lporHo3 GnaronpuAaTHbIN. BOoMbHbLIE MOTYT XUTb U
ObITb NONIE3HbIMK ANS 00OLWeCcTBa.



TPUITJIO-X CUHLOPOM

Characteristic
facial features

Web of skin
Constriction ‘

of aorta

Poor —

breast
development

Under-developed
ovaries

KARYOTYPE:

47, XXX.
YACTOTA CcPEOM
HOBOPOXOEHHbIX
1/700.



Triple X Syndrome
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IVIT 1LY \JIVI

vnAisHpEJIBTEPA

baldness
- Poor beard .
growth KARYOTYPE:

absent
= Narrow

2 ‘ \\hnuldcr\ 47’ XXY.
L we  YACTOTA CPEOM

v hips

Tendency to
grow fewer
chest hairs

Breast
development }

Female-type |
pubic hair |

priees N HOBOPOXXOEHHbIX
Small '
ig;:gg‘lllatr - l.<:\ng arms 1/2000

and legs

[/ (1/500-1/700)



Cungpom KnaunHdenbrepa

CuHpgpom KnanmHdenstepa 6bin onucaH B 1942 T.
[TpnynHOU cuHapomMa ABNAETCA Hanudne NULLIHEN X-
XPOMOCOMbI B Kapmotune Mmyx4uH (47, XXY). HacTtoTa
BCTpe4vyaemMocTun: 1:500-1:1000

GeHomunuyeckue rpu3Haku. bBorbHble MYXX4YUHbI
MMEIOT BbICOKMW POCT, HENPOMNOPLMOHANBbHO AfMMHHbIE
KOHEYHOCTUN, TENO UMEET XEHCKNE YepTbl CTPOEHUSA:
y3Kne nneyn, LWupokum Tas3, cnabo pasBuTasd
MYyCKynaTtypa, rMmHeKkoMacTusi, CKyaHOe OBOJIOCEHWUE,
Hegopas3BUTHE CEMEHHUKOB, HapyLweHne

cnepmaTtoreHe3a. BTopuyHble MnonoBbie MNpPU3HaKK
Pa3BUTbl MS10X0. Y TaKUX MY>XYUH CHUXKEHO MOJSI0BOE
Bfe4yeHune, HabnagaeTcs MMNoTeHUns n becnnoaue.
MoryT HabnogaTtbCsa HEBPOMNOrMYeCcKNe U3MEHEHMUS:
Cynopory, Tpemop. CumMnTOMBI O6bNHO HaYMHaloT



CuvHgpom
KnanHdgenbrepa

BblCOKMM pOCT,
TMHEKOMACTUS,
YXEHCKUWN TUm
OBOJIOCEHUA Ha
nooke.




CUHLOPOM XYY (nonucomusiY)
C=]

KARYOTYPE :
47, XYY.

' ¥ YACTOTA CPEOM
! ! HOBOPOXAEHHbLIX 1/2.000.



[lonncomua Y
Y MY>XYUH
(cnHapom
«CYNEepMY>KYNHbI»)







MexaHn3mMbl NOABIIEHUA N3MEHEHHbIX
XPOMOCOMHbIX HabopoB

CopepxaHue NOsIOBbIX XPOMOCOM deHoTUN
Avuekner- | Cnepmun 3uUroTtbl
KU
B HopMe
X X XX HopmarnbHaga XeHLwunHa
X Y XY HopmanbHbIN My>XYMHA
NMpu He pacxoxaeHuun
XX X XXX Tpucomma-X
O X X0 Cvngpom LlepelwieBckoro-TepHepa
XX Y XXY CuHapom KnanHdoenbstepa
O Y YO HexxunsHecnocobeH




AnNKOronbHbIU CUHAPOM nNrsioAga. [fetn c ankoronbHbIM

cuHgpomom nnopaa poxaatotca 30-45% cnydaeB ynotpebrieHnsa ankoross
MaTepsiMm. XapakTepHble 4yepTbl nuua:
1 — Manas OKpPY>XXHOCTb FOfioBbl, 2 — HU3Kas HocoBas neperopog-ka, 3 —

CKInagku rnas, 4 — KOpoTKUM HOC, 5 — YMEHbLUEHHaa CpeaHAsa YacTb nuua,
6 — TOHKas HWXHAA ryoda.




[ EHETMYECKWUE BONE3HM COMATUYECKMX KNETOK

[eHemuyeckue  b6o0/e3HU  comMamu4yecKux
K/TEMOK BbIOEMNEHblI B OTAENbHYIO rpynny B
CBA3M C OOHapy)XeHMemM B OpraHmamax
3MTOKa4YEeCTBEHHbIX OMYyXONen creungunyecknx
XPOMOCOMHbIX MNEPECTPOEK, Bbl3blBAKOLLNX
aKTUBaLUKO OHKOreHOoB.

YCTaHOBMNEHO, 4YTO B HEKOTOPbIX chy4dasax
BPOXXOEHHOW NATOMOrMnU NPUYNHOU ABNSAKOTCS
MyTauun B COMaTUYECKUX KNneTkax amMoOpuoHa.
[1lpepgnonarator, 4yTo ayTOMMMYHHblE
naTtornormdyeckne npoueccbl W  CcTapeHue
OpPraHU3MoOB MOXET UMETb NrEHHY0 OCHOBY.



PAK - KAK HACNIE[JCTBEHHOE 3ABOJIEBAHUE
Cpean MHOIMOUYUCIIEHHbIX
MYyJsibmu-ghakmopuasibHbIX 60os1e3Heu
bonbLyo rpynny no Yyucny cdoopm u
yacToTe BO3HUKHOBEHUA 3aHMMaKoT
310Ka4YeCcT-BeHHble

HOBOOOpa3oBaHUAL.
[eHeanorMyeckum v 6riM3HeLOBbIM

MeTogamMmu Obina nokKasaHa

3HauYUTenbHas posib

HacnegocTBeHHbIX  (PaKTOpPOB B
BO3HMKHOBEHUU paka.

OpHako ponb ¢akTopoB
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MuTOXOHOPUANBHBLIE BEONE3HU

MumoxoHOpuasibHbie 60s51e3HU —
pa3HoObpa3Has rpynna 3aboneBaHun,

OOYyCroBNEHHbIX nedekramm
MUTOXOHOPMAaNbLHOro reHoma. BbisiBNneHue
CaMOCTOSATENbHbIX CUHOPOMOB

MUTOXOHApPWarbHbIX ©OonesHen, co3gaHune
EHETUYECKON KapTbl  MWUTOXOHApPUAribHbIX
bonesHew, pa3paboTka

O pepeHUMPOBAHHbIX NOAXOO0B K Tepanmm
cTanu BO3MO>XHbIMW B CBSI13U CO
3HAYUTENbHbLIMU OOCTUXEHUAMM B
nccrnegoBaHMSIX  CTPYKTYPbl U PYHKUUN



IKONOMMYECKASI TEHETUKA

JKornoruyeckass reHeTuka dJerioBeka  m3yyaet
BIMUsSIHNE doakTopos cpeabl obuTaHug Ha
HacrneacTtBeEHHOCTb U U3MEHYMBOCTb.  DakTopbl
OKpYy>KatoLLen cpeabl OKkasbiBalOT ABa TUNa 3PMEKTOB:
a) U3IMEHEHWE NPOABNEHNS onpeaerneHHbIX anneneu;
©) W3MEHEeHMe  TreHeTM4YecKoro martepuana vy
nHaneBuagyyma B nonynauuax.

dPppekmbl nepeo2o0 muna Yy  YeroBeKa
NPoSABNAOTCA Ha WMHAUBUAOYANbLHOM YPOBHE B BUAE
naTtonorMyu, a Ha nonynaunMoHHOM YpPOBHe - B Buae
xygwen  npucnocabnueaemocTtn. [latonornyeckue
nposaABneHnsa annenen npu geNCTeBUM PakTopoB cpeabl
Ha3bIBaKOTCS 3Ko2eHemuyeckumu 60r1e3HamU.

dPppekmbl emopo20 muna WNHOYLUUPOBAHDI
MyTaumamm mn otbopom. Oba 3Tn npouecca BeOyT K
NOBLILLEHNIO TEMMNOB HacneacTBEHHOU U3MEHYMBOCTU
yenoBeka Ha wuHAMBMAOyarnbHOM W MNONYNALMOHHOM
VDOBHAX.



o [1NnA COBpPEMEHHOro aTana

pasBUTUA MeAULUUHCKOU rFeHeTUKHu
XapaKTepHoO BbifiBieHUe OONnbLUOro
4yucria HOBbIX HacrneacTBeHHbIX
bone3Hen n CUHOPOMOB.

e ITH HabnoaeHnA
CBUAETEeNbLCTBYIOT o
nonumopdunime n HacrnegcTBeHHOMN
reTeporeHHoOCT, CBOWUCTBEHHbIX
HacrnenocTBEeHHOM naTtonorunu

B VN aY e Fal e Yalldds)



