HacneacrBeHHbIE
bone3Hu y YyenoBeka




= UcTopnueckasi cripaBka
s OCHOBHBIC MOHATHUSA

» Kinaccupukanus HaACJIeACTBEHHBIX
0o0J1e3HeN YesioBeKAa



1. AIcTopunyeckasn cnpaBka

= Hipocrates (461 — 374 n.1H.3.)

= YKa3bIBacT Ha MOBBIIICHHYIO YaCTOTY HEKOTOPBIX
00JIC3HEH 1 BPOKIACHHBIX 3a00JICBAHUIM B
ONPEICICHHBIX CEMbSIX

= Mopertiu (XVIII B.)

= CocrapieHHUEe U aHAINU3 POAOCIOBHONU CEMbU
CTPAJAroIICH MOJUIAKTHIINEN

= lIpeanonoxeHne reHeTHYECKON IPUPOAbI JAHHOTO
3a00J1CBaHUS



= Adams (“Tpakrar 00 0COOCHHOCTSAX HACJICAOBAHUS
HEKOTOPBIX 3a00JI€BaHNM Y€JIOBEKA )

[IpearonaraeT HaIU4YME HEKOTOPHIX 3a00JICBaHUI
KOTOPBIE MIEPEIAOTC 110 HACIIECTBY

OTMe4aeT, 4YTO MPU CEMEUHBIX 3a00ICBaHUSIX POAUTEIIN
MMEIOT POACTBEHHBIE CBSI3U

YTBep:KIaeT, YTO HACICACTBECHHBIC 3a00JICBaHUS
OTMEUYAKOTCA HE TOJBKO IIPU POXKIACHUU, HO U B
najllbHEHIIIEM

[TogaepkuBaeT UACK0 O TCHETUYECKOU
IPEAPaCHOI0KECHHOCTH

CuuTaeT, 4TO OAMHAKOBO IIPOTEKAOIIKNE 00JIC3HNU MOT'YT
MMETh PA3HYIO NPUPOAY (TEHETUYECKYIO U
HETCHETUYCCKYIO)



Nase (1820)

= BbIgBIIeHHE 0COOEHHOCTEN HACJIEIOBAHUA
reMo(Puiiny (;KEHIIUHBI IEPEHOCAT 00JIC3Hb, a
CTpaJat0T MY>KYUHBI)

Garod (1908)

= M3ydyeHure ajqKanTOHYpPHUHU U IPEANOI0KECHUE
T€HETHUYECKOW IPUPOALI META00IUYECKUX O0JIC3HEN

Lejeune et al. (1959)

= BrIsIBI€HHE XpOMOCOMHOM IIPUPOABI CHHIAPOMA
Down

... CtaHoOBIIEHUE KIIMHUYECKOH I'€HETUKHU



[lpeaBapuTenbHbIE
3aKNn4YeHUs:

= 50% cnmoHTaHHBIX a0OPTOB B IIEPBOM KBapTAalJIC
OCpPEMEHHOCTH SIBIISIIOTCS CIIEACTBUEM
XPOMOCOMHBIX aHOMAJIHUU;

s 2-3% HOBOPOXJIECHHBIX UMEIOT CEPHE3HBIC
BPOKJICHHBIC AaHOMAJINM;

= 0,6% HOBOPOXICHHBIX UMEIOT XPOMOCOMHOE
HapYyIICHUE;



= 50% peren ¢ yMCTBEHHOM OTCTAJIOCThIO U
CTPAJAIOIIMX TNIYXOTOM SABJISIOTCA CIIEACTBUEM
TCHETUYECKUX HAPYIIICHUU;

= 30% rocnuTaIM3upOBAHHEBIX ACTECH CTPadarOT
TCHETUUYCCKOMN 00JIC3HBIO;

= 40-50% paHHHX cCMEPTEN UMEIOT
T€HETUYECKYIO IPUPOY;



= 5% momyndauuuy B Bo3pacrte < 235 JIET CTPATArOT
TCHETUUYCCKUM 3a00JICBAHUEM,;

= 10% B3pocnoro HaceaeHus CTPAAArOT FTCHETUYCCKUM
3a00JIeBaHUEM, WJIN 3a00JIeBaHUEM C T€HEeTHUECKOMN
IPEAPACIIOIOKESHHOCTBIO.

s YacTora reHeTuueCcKuX 3a00JIeBaHUU OTJINYAETCS 110
reorpa)uueCKkuM 30Ham

= [Ipumepsl: nonuaaktunus — 6,2% B Adgpuke u 0,5% B
EBporie; BpoxxaeHHbIEe 3a001eBaHue yaiie B EBporne



2. OCHOBHbIE NMONOXeHUs

s HacieacTtBeHHbIie 00JI€3HU
= bone3Hu nepenaroTcs OT poOaUTENIENU AETAM, 32 UCKITIOUEHUEM
JIETAJIbHBIX CIIY4Ya€B WUJIM CTEPUIILHOCTH
= [eHeTnyeckue 00JIE3HH
= bosie3Hu B pe3ynbrare HapyleHU HACIEACTBEHHOIO Marepuaa
= MoryT nepemaBarbCs WM HE TIEPEIaBAThCS [TIOTOMCTBY

= CemeliHbie 001€3HU
= boJie3Hu xapakTepHsbI€ IS OJTHON CEMbU
= MoryT nepegaBaTbCsi MM HE IIEPEAABaTHCS IOTOMCTBY
= MoryT onpeaenasarbcs A1eMCcTBUEM OOIIUX (PAKTOPOB:
- IIpucnocoOseHus K BpeAHBIM YCIOBUSIM
- OCcOOEHHOCTH TUTAHUSA
- IIpodeccronanbHbie 0COOCHHOCTH
- Bpennblie ycnoBusi NpOKUBaHUS U AP.



= BpoxaeHHbIe 00JIe3HH

bose3Hu, KOTOphIE MPOABIIAOTCA IPU POXKICHUU

MoryT nepeiaBaTbCsi WJIM HE IIEpeaBaThCs
IOTOMCTBY

YC10BUsA BOSHUKHOBEHUA:
XPOMOCOMHBIE HAPYIICHUSA

NudexnoHHbIe 3a00JI€BaHUS B IEPUO/T
OEpEeMEHHOCTH

HexoTopble ropMOHaIBLHBIE (DPAKTOPHI
Bo3spact marepu
®u3nyecKkre 1 / Wi XUMHUYECKHE (DAKTOPHI

[IniieBbie (pakTOphI U JIp..



= BpoxJeHHBIE 00JI€3HH



= BpoxaeHHbIe 00JI€3HH

i 2 Anomalin congenitale
Primordii

anormale

] ¥ Factori mecanici
Primordii

embrionale \+/—> ‘ Deformatin
normale

Factori disruptivi

Primordii +
embrionale | = : = o c——) | Disruptnn
normale




[lposiBNeHne HereHeTU4YeCKUn
BPOXAEHHbIX 60rie3Hen

O PCBYHBT&T AMHHOTHYCCKHUX IICPCTAKCK:
= llepeTskka 3ansACThs JIEBOU PYKH
= OTCyTCTBHE IManblla Ha HOTE
= «3asg4bs ry0ay




Figure 56-1
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3. Knaccudukauus

HacneaCTBeHHbIX OONne3Hen

s Onpeoenaromca HapyuIeHUAMU 8 MOJIEeK)1e
JIHK u 3aeucam om:

= [Ipuponael
= [ eHepaTuBHBIE KJIIETKHA — MEPEAAOTCS ITIOTOMCTBY
s CoMarn4veckue KIETKN — PaK U HEKOTOPHIE
BPOXKICHHBIC 00JIC3HU
= [Ipupoasr myranuu

= XPOMOCOMHBIEC MyTaIli¥ — U3MECHECHHUS B
CTPYKTYpPE XPOMOCOM: TPAHCIOKAIH, JCJICIUN

= I cHOMHBIC MYyTalllu1 — USMCHCHMS HYHCJIA
XpOMOCOM:. MOHOCOMMHH, TPUCOMHUH

= I cHHBIC MyTalluu — UBMCHCHHA HAa YPOBHC I'CHA



[eHHble MyTaUuum

s JIBISIIOTCA CJI€ACTBUEM 3aMENICHUS a30TUCTOIO
oCHOBaHud B MoJsiekylie JIHK

= B Kogupyrolier 30He reHa

= Missense — IPUBOAUT K 3aMEHE OHOM
AMHHOKHCIIOTHI Ha JIPYT'YIO B MOJIEKYJIe OeIKa
= KoHcepBaruBHas MyTalus— He H3MEHseTC (DYHKIUS OeaKa
= HexkoHcepBaTtuBHas MyTalusi — U3MeHseTCs (DYHKIUS OeaKa

= Nonsense
= Myrtanus “stop codon” — oOpa3yrorcs neeKkTHbIC OCIKN
= B HEKoaupyrolen 30H€ reHa
= B oOnactu mpomoTopa uian enhancer-a

= [locTTpaHCHsAMOHHBIE MTPOIECCHI — HAPYIIICHUS
splicing-a



f[eHeTU4YecKkue 0onesHm

= boJie3HM MyTaHTHBIX T€HOB C BBIPAXKCHHBIM
3(PpHEeKTOM
= CrnocoOCTBYIOT 00pa30BaHUIO “TE€HETHYECKOrO rpy3a’
=« Hapyumenus metadbonuszma
= MeHaeneBCcKoe HaclIeI0BaHUE

= MHorogaxktopHsi¢ 00JIC3HU
=« OOmue 0oJie3HN
= BansHue (pakTopoB cpeasbl
= M3ydeHue Ha OQHOSHUIIOBBIX OJIM3HELAX

s boses3Hu ¢ XPOMOCOMHBIMH HAPYHICHHUAMHA



Environmental
factors

Expresia bolilor ereditare



[eHeTUYeCKue HapyLleHUS

= http:// www.ncbi.nlm.nih.gov/omim/ (7/19/2005)

s 15.127 ayrocoMHbIE

s 901 X-cuemieHunie
s 56 Y-crueruieHable

s 62 MUTOXOHIPUATIBLHBIE



Knaccudumkauma

HacneaCTBeHHbIX OONne3Hen
n Ilo cenemuueckomy mexanuzmy

1. AyTOCOMHBIE IOMUHAHTHBIC T€HHBIE
00JE3HU

- XapaKTEPHBI JJIs1 000UX MOJIOB

- IIPOABJIAKOTCA B KAKIOM ITOKOJICHHNH
= bpaxupaxkTuiaus

s [lomumakTninug

= Muonus

= Xopes Huntington



Autosomal Dominant
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d__- D Unaffected
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Knaccudukauma HacneacTBeHHbIX O0re3Heun
(npoponxeHue)

2. AyTOCOMHBIE PELICCCUBHBIC TCHHBIC
00JIE3HU

- POJIMTEIN MOTYT OBITh HOPMaJbHBIMHU
- YACTOTA BBIIIE IIPU POJACTBECHHBIX OpaKax

- HApYIICHUS METa00In3Ma
= CepnoBUIHOKIIETOYHAS aHEMUS
= [ amakroszemus
= AanbOMHU3M
= DeHunnkeTonypus
= Mukponedanus
= ['mapouedanus



Autosomal Recessivs
| Affected
d O d I:l Unaffected

D Carrier

® O




Knaccudukauma HacneacTBeHHbIX O0re3Heun
(npoponxeHue)

3. X- CIIEIUIEHHBIE TEHHBIE MYyTallUU

- OTCYTCTBHE HACJICIOBAHUSA ““OTEI] — ChIH
- HacCJIEIOBAHUE ‘‘Criss — Cross’

- BOSMOKHOCTbD IIPOSBJICHUA B ICMU3UI'OTC
= Temodunus
= DaansToOHU3M
= Mbeimreunast guctpodus
= CaxapHbili 1ua0eT



X-linked Recessive
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Knaccudukauma HacneacTBeHHbIX O0re3Heun
(npoponxeHue)

4. Y- ClEIUIEHHbIE TEHHBIE MyTaIlU1

- HACJIEOOBAaHHE “‘OTEIl - ChIH

= [ uneprpuxos



Knaccudukauma HacneacTBeHHbIX O0re3Heun
(npopaonxeHue)
5.AyTOCOMHBIE YUCIICHHBIE

XPOMOCOMHBIC 00JIC3HHU

= Cuagpom Down (21)
= Cungpom Edward (18)
= Cungpom Patau (13)



Knaccudukauma HacneacTBeHHbIX O0re3Heun
(npoponxeHue)

6.1 eTepOCOMHBIC YHCIICHHEIC

XPOMOCOMHBIE OOJIC3HU

= Cuaapom Turner (44 + XO)

= Cungpom Kleinfelter (44 + XXY)
= Tpucomus X (44 + XXX)



Knaccudukauma HacneacTBeHHbIX O0re3Heun
(npoponxeHue)

7. CTpyKTypHBIE XPOMOCOMHBIC O0JIE€3HU

= “KOIIauui BU3T (AEJIEIMs KOPOTKOIO Iieda -
Ol XpOMOCOMBI)



Knaccudukauums
HacreacTBeHHbIX Oone3Hen

(npopoonxeHue)

n Ilo nposenenuro
1. Mopdoaornueckue

s [lommnakTuiaus
= bpaxupaxkTuiaus
s CHHIakTHIng

= Mukpouedanus
= AHIedanus



Knaccudumkauma
HacreacTBeHHbIX Oone3Hen

(npoaonxeHue)
n Ilo nposenenuro

2. OU3HOIOrN4YECKHUE
= I'emopunns
= l'uniepronus
» | unoroHwus

=« Hapymenus LTHC



Knaccudukauums
HacreacTBeHHbIX Oone3Hen

(npoponxeHue)

n Ilo nposaenenuro

3. buoxumMmnyeckue
= boie3Hu yrineBogHoro Mmetadoan3ma
= boJie3Hn TUIMMIHOTO MEeTA00IN3Ma

s boJjie3HHu OeIKOBOro MeTadoIn3Ma
(aMHUHOKHMCIIOT)

= boie3Hn MuHepaibHOro MeTadoIn3Ma



Knaccudukauma HacneacTtBeHHbIX 60re3Heun
(npoponxeHue)

s Ilo 8pemenu nposenenus 6 henomune

1. JIeranbHbIe 00J€3HU B IIPEHATAIILHOM ATalle
= XPOMOCOMHBIE AaHOMAJIUHU
= AHnedanusa

2. bone3Hu mpu poxKaCHUH

= BpoxaeHHbie 00JI€3HH
= Hekotopsie popMBbI INTYyXOTHI U CICHOTHI

3. bosie3Hu nposABIsAEMBIE TOCIIE POXKICHUS

= DeHunkeTonypus
= [l anakrozemus
= AHemuu



Knaccudukauma HacneacTtBeHHbIX 60re3Heun
(npoponxeHue)

s Ilo 8pemenu nposenenus 6 henomune

4. bone3Hu nepBOro roja Ku3Hu

= BOone3nr Tay Sachs
= Mbieunas guctpodus

5. bone3Hu Ha pa3HBIX dTamax >XU3HU

= Caxapnsbiii guaodet (0 -80 ani)
= Cxopes Huntington (15 — 65 ani)
= JIunesas meliieuyHas guctpodus (2 — 45 ani)



Knaccudukauma HacneacTtBeHHbIX 60re3Heun
(npoponxeHue)

n Ilo nopasicennou cucmeme

1. bone3au nBUTATEIHLHOM / MBIIIIEYHOM
CUCTEM

= MbIlieyHbie JUCTpOhun
= ScuHapoM Marfan

2. bone3nu nuieBapuTEIbHOU CUCTEMBI

= bone3ns Wilson
= [ unepOunnpyonHOnaTuH



Knaccudukauma HacneacTBeHHbIX O0re3Heun
(npoponxeHue)

n Ilo nopasicennou cucmemoi

3. boJie3Hu opraHoB 3pEHUS
= Muornus
= Karapakra
= [maykoma
= PetuHoOnacToma

4. boJie3HU CEPAECYHOCOCYAUCTOU CUCTEMBI
= [lOBEBIIIIEHHOE NaBJIcHUE
= ATEpPOCKIIEpPO3
= KoponapHas 001€3Hb



PasHooOpa3ne XpOMOCOMHbIX HapyLUeHU

NUMERICE —

— Poliploidii ——

yd

ANOMALII
CROMOZOMICE

STRUCTURALE —

- Aneuploidii

= Tetraploidii (4n)
= Triploidii {3n)
- Monosomii (45 X)

= Trisomii (47 XK¥, 47 XA +21..)

= Inversii {inv)

- Echilibrate

Translocatii reciproce (t)
L Translocatii robertsoniene (rob)
- Deletii (del)

= Duplicatii (dup)

- Neechilibrate

lzocromozomi (IS0 p, 150 q)

Cromozomi inelari (r)



MexaHu3Mbl 00pa3oBaHMA NONMUNNIONAO0B

= 1. OIMBKU MEMO3A- Hepa3ie/ieHHe 00LUTOB /
cnepmarouuToB lI-ro mopsiaka

= 2. OIIMBKU OIIVIOJOTBOPEHUA
= JlureHus
= Jluctiepmus
= Jlnanapus
= OHIOPECAYIUINKALIUS




1. OWTBKN MEVNO3A-
Hepa3geneHue oounToB /
cnepmartouunToB ll-ro nopsaaka

©)

2



2. OlMOKKM Npu onnoaoTBOPEHNMN

HepaspgeneHue
NONAPHOro Tenbua

OureHuns OuaHapwsi



MexaHn3MblI NnoJiyvyeHunsA aHaynsJiaonaonB

HAPYLUEHUE B npouecce:

= OBPASOBAHMWSI MOJIOBBLIX KJIETOK Y OTHOI'O U3
POAUTEJIEN

= Hepasageiaenue xpomocom B Al
= AHada3Has 3aaep:xka B Al

= Hepasageiaenue xpomarua B All
= AHada3nas 3aaep:xka B All

= MNEPBbIX OENTEHUN 3UTOThl

* HepaszaeaeHue xpoMaTua

* AnadpasHas 3aAeprKKa



(1)meioza normala

46,XX —

—23,X —

gameti
normali

monosomici

( 2nedisjunctie Al

24, XX

46, XX —

— 22 -

( 3nedisjunctie All

46,XX —

23,X —

—23,X -

| gameti
disomici

gameti
nulisomici

— 24 XX disomici
2?2 nulisomici

— 23,X

} normali

23,X




HEPA3OEJNEHUE B MEWO3E

= [Io marepunckon auHun = 92% Tprucomum 2 1

s [lo orioBckoit muanu = 100% 47,.XY'Y; 70%
45, X nmm 47, XXY

s [IpyuynHer:

= BHemHue gpakTopbl HE UMEIOT CYIIIECTBEHHOTO
BIIVSTHU S

= Bozpact marepu (IpogoKMTEIbHBIN CUHAIIC
TOMOJOTHYHBIX XpoMocoM) — ?! (75% neren
OOJILHBIX C.Down poKAarOTCsA Y MOJIOJBIX MAaTEPE )



MexaHn3Mbl BO3HUKHOBEHUSA
XPOMOCOMHbIX HapyLleHUN

[ToTeps ydacTtka Xp = Aelienus, KOJblieBas
Xp;

MHBepcus ydacTka Xp— HHBEPCUSI;
IlepeHoc Ha Apyryro xp — peUUIPOKHASA U
HEPEIMIIPOKHAS TPAHCIOKAIIHS;

Pa3pbIB IBYX aKpOLEHTPUYECKUX XP B
00JIaCTH LIGHTPOMEPHI M UX CIUSHHUE — I0b;

[lonepeyHoe CIossHUE Xp — U30XPOMOCOMBI -
1p WA 1q.



Izocromosomi Translocatii rebertsoniene
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XpOMOCOMHbIe 60rie3Hun

s AYTOCOMHBIE:
- Tpucomus 21 (c. Down)
- Tpucomus 13 (c. Patau)
- Tpucomus 18 (c. Edwards)
- Tpucomus 8 (c. Warkany)

= [ eTepoxpoMOCOMHEIE (TOHOCOMHEIE):
- Monocomus X (c. Turner)
- Tpucomus X

- C. Klinefelter



Cunpgpom DOWN unn

Tpucomuma 21
= John Down — 1866;
Jerome Lejeune — 1959 ﬁg
— Tpucomus 21. " 93 '

T
u "" W’
1 12

= Yacrora — 1:700 Hp; gt £ H T IRHET:

13 14 15 16 17 18

{

o

X

= Bo3MOKHBIC KAPHMOTHUIIBI:
47, XX, +21;47,XY,+21; 46, XX / 47, XX, +21;
46, XY / 47,XY,+21; 46, XX rob(21;21)
46,XY,rob(21;14); 46,XY, 1 (21q)



KnmHnyeckune cuMnToMbil

MplmeuHas ruIoTOHUA, HapylIeHUsI HEPBHOU
JIEATEIbHOCTH.

YepenHo-nmuneBasi AUCTPOPus.

KopoTkue v mMupoKue pyKu, KIMHOAAKTHINSA V-TO
[ajblia;

HeypaBHOBEIIEHHOCTh, HAPYIICHNUSI BHYTPEHHUX
OPTaHoOB (CEepALa, KUIICYHUKA).

3azepKKa B ICUX0-MOTOPHOM pa3Butuu (1Q —
BapsupyeT ot 20 10 85).






Cunapom Patau  4XX @), +13

_ . Microcefalie, arinencefalie
Microoftalmie

)

e WY Defecte ale craniului

Urechi deformate, surditate Hipotelorism

Pliu palmar transvers unic Despicatura buzei si palatului

Triradius axial distal Polidactilie

Defectul septului inimii Anomalii ale unghiilor

Inima — in partea dreapta Hidronefroza

Rinichi polichistic Hernie ombilical
Dublarea ureterelor
Uter divizat

Arc S-form pe talpa in

regiunea halucelui Criptorhism

Segmentare exagerata a
nucleilor PMN

Retard fizic si mintal




Cunapom Edwards 47XX (XY), +18

Dolicocefalie Fontanele mari

Gat sucit Hipertelorism

Arcuri pe 3 sau mai multe Urechi deformate

degete

Micro- si retrogtatie

A

Pliu palmar transvers unic § Anomalii de flexie a degetelor

o :
Stern scurt Defectul septului

Lipsa unei artere ombilicale interventricular

Rinichi in forma de potcoava
Diverticuli intestinali

Hipertonie musculara Anomalii multiple ale

organelor genitale

Flexie dorsala a degetului Retard fizic i mintal

mare



CuHApOMbI C aHOMaNUAMMU NMONOBbIX
XPOMOCOM

= AHOMAJIMH MOJOBBIX XPOMOCOM BCTPEUAKOTCS
C 4YaCTOTOM:
= 1 Ha 400 Hp. y MmyxuuH (47,XXY; 47,XYY)
= 1 Ha 650 Hp. y xkeHmuH (45,X; 47,XXX)
= MeHee cepbe3HbI€ HapYIIIEHUS CBI3aHbI C:
= 3QJIEPIKKOM ITOJIOBO3PEIIOCTH,
= T'OHAZHBIMH HAPYIICHUIMU,
= CTEPUJIBHOCTEHIO.



Cunpgpom Turner: 45,X

EnmnHcTBEHHAA KM3HECIOCOOHA
MOHOCOMUS

Yactora — 1/2500 — 1/5000
HOBOPOXJICHHBIX JIEBOYEK
BONBIMHCTBO - BLIKUABIIIIN

He cBs3aHbI ¢ BO3pacToM Marepu

80% - omnOku B MI y oTa

Oco0Ou ¢ X oT oTia UMErT 0osee BeIcOKkuM 1QQ uem ocuom
¢ X OT Marepu

AHAIYIIIOUINS, KOTOPAs XapaKTECKPU3YETCSI OTCYTCTBUEM
WJIN Pa3pylLICHUEM OTHOU X XPOMOCOMBI



a O 0O .

KnmHn4yeckue cUNToMbl;

Maubin BEC U pa3Mepsbl

Hannuwme numdarnyecknx 31eM KOTOPbIE
MCUYE3ar0T MOCJE IIEPBOr0 UIA BTOPOIO rojia

CIumromeHHas rpy/ib
CepieYHOCOCYIUCTEIEC 3a00JICBaHUS
3aJiepKKa B IMOJIOBOM CO3PEBAHUU

Henopa3BuTue BHEIIHUX U BHYTPECHHUX MOJIOBBIX
OpTraHoB

Hapyuienusa cepana
3a00JIeBaHHUs ITIOYEK U CKeJIeTa



I

B. Monosomy X (Turner syndrome; 45, X0)



Cungpom Kilinefelter

47 ,XXY

= Yacrora — 1/1000
HOBOPOXKJICHHBIX
MAaJIBYUKOB

= [Ipupona
M30BITOYHOM X XP.
— 50% ot marepm,
50% -ot oT1a

= 72% ompenenserca
HEpa3ICICHUEM
xpoMocoMm B M1




Kanmanueckue
CUMIITOMBI

* Hapymenusa B padore
roHax (TUIIOTOHAAN3M)

* boApmmHCTBO 0Cc0O0€eU
ABAAIOTCA CTEPUABHBIMU

*Tepanma TecTroCTEpOHOM
obecrieunBaeT COXpaHEHUE
BTOPUYHBIX ITOAOBBIX
IIPU3HAKOB

*IQ HOpMaABHBIN UAT
CHIDKEH

Lipsa
cheliei

frontale —a
T pilozitatii

Lipsa .
puozitati

Ginecomasti "

Pilozitate
ubiana de
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Cunaapom “Cri du chat”

46,XX,5p- nam
46,XY,5p-




Kananueckue

CUMIITOMBI

Y HOBOPOXICHHBIX:

MOHOTOHHBIU IJIaY,
MOXO0XKUHN Ha KOMIauWU
BU3T

Mukponedanus
Kpyroe nuiio

Hu3ko pacmnoioKeHHbIE
VU

Mopdoaormaeckne
HAPYIITCHUS:

Hapymmenus cepana
Hapymennsa moygex
Hapymrenus ckeaera
CxoAnos

MpltregHbIe HAPYILIEHUA

TPyAHOCTH OIpH TAOTAHHUU



CvHApoM CuHapom Angelman



AyTOCOMHbIEe AOMUHAHTHbIE
bone3Hu
Bricokast yacToTa npOsIBJICHUS B CEMbE
PaBHOBEpPOSITHOE NPOSBICHUE Y O0OOHX ITOJIOB
Hannuwme O0NBbHBIX B KaXKI0M ITOKOJICHUH

J1Ba 3I0pPOBBIX POAUTENS BCErNA UMEIOT 300POBBIX
neTeu

JIBa OOIBHBIX POAUTENSI MOTYT UMETh 30POBBIX
neTeu

[ IpuMephl: aKOHAPOILIA3HUS, TTOJIUAAKTHIINS,
OpaxugakTuiaus, ¢c. Marfan, HeypodubOpomaros u ap.



Cunapom Marfan

ApaxHO4aKTUNNSA

AOPTHbIN
aHEeBpPU3M




CuHpgpom Marfan

lIposasnaemcs na ypoue ckenema, op2anos
3penUsl, CepOeyHOCOCYOUCHOU CUCTEMDBL

Yacrora nposiieHust — 1 Ha 5000

70% - 85% MMEIOT CEMEVHYIO JIOMUHAHTHYIO
ayTOCOMHYIO HACJICACTBCHHOCTD

MoKeT MOABUTHCA U CIIOHTAHHO, BCIIEACTBUE
MYyTalymn



Marfan Pheotype

arachnodactyly

Dilation
of aorta







CHHAAKTUAUSA U
TIOATAAKTUANA

malformation synarome
| Polydactyly - extra digits
W| Syndactyly - webbed digits




AKOHOponnasua







PeueccuBHble ayTOCOMHBbIE
oonesHu

Hwuzkas yactora BCTPEYa€MOCTH B CEMbSX
POCT 4aCTOTBI BCTPEYa€MOCTH IIPU UMOPHUINHIE
PaBHOBEPOSATHOE 4YaCTOTA BCTPEUYAEMOCTH Y I1OJIOB

B03MOXHOCTB ITOSIBJICHHUS OOJIBHBIX Y 3I0POBBIX
POIUTEIIEU

Y 0OJBHBIX POAMTEICH BCETAA POKIAAKOTCSI OOJILHEIC
JETH

300POBBIE POAUTEINA MOT'YT UMETh 3JIOPOBBIX AE€TEH

IIpumepsl: 0one3ns Gaucher, peHUIKETORYpHS,
aHemus HbS, anpOuHu3M U 1p.



bone3aHb Gaucher




AnNbLONHU3M

Autosomal Recessive Inheritance
When Both Parents are Carriers

Sperm from carrier father

Normal
gene

b2
3
-
5
£
§
:
=
5
>
o

Altered
gene
Abinism




I[loMuHaHTHOE X-
HacnegoBaHue

Bricokas yacToTa IMPOSIBICHUS B CEMbE
Yare 00J€I0T KEHIIUHEI

Y 001bHOI0 OTIIA BCETa POKIAOTCS OOJIbHBIC
JIETH

[Ipr3HaK MOXET MPOSBIATHCA B KAXKIOM
ITOKOJICHU U

[IpuMep: paxuTU3M, TUCIIIA3HUsI 3yOHOH SMAJIU U
AP.



PerteccuBabie X- OOAE3HH
Hu3skas gyacTora BCTpEYaeMOCTH B CEMbSX

Yare 00JICI0T My KYNHBI

Y 310pOBBIX POAUTEICH MOT'YT POXKIAIOTCS OOIBHBIC
MaJIBYMKH

JIBa OOIBHBIX POAMUTENS BCEIIa UMEH OOIBHOTO
peOcHKa

Ecinn mama 0oJbHAas a OTEIl 3I0POBBIM, TO BCE
MAJIBYMKH OOJIBHBIC a JEBOYKH 30POBHIC

[Ipumepsl: remounns A u B, 1ansToHU3M,
MblmieuHas auctpodus Duchenne / Becker u ap.



I'emoduansa




Y- cuenneHHoe HacneaoBaHue

I eHbI pacIioNOXEHBI B Y XPOMOCOME
boJjie3Hb nepeaaeTca TONbKO OT OTIa

3a00JIeBaHUE HACICAYETCS TOJIBKO
MaJIbYMKaMH

[Ipu3Hak HAOIIOAACTCA B KaXK10M MOKOJICHUE
10 OTIIOBCKOU JINHUU

[ Ipumepshl: THIEpTPUX03 YITHOU PAKOBUHHEI,
IIEPEIIOHKA MEXIY NabllaMU.



HacToTa MOHOreHHbIX Oone3Heu

Hipercolesterinemia familiala 1:500 AD

Polichistoza renala 1:1000 AD

Mucoviscedoza 1:1600 — AR
1:3000

Neorofibromatoza 1:4000 AD

Miopatia Duchenne-Backer 1:3000 — X-lincat, recisiv
1:5000

Sindromul Marfan 1:10000 AD

Fenilcetonuria 1:10000 AR




Bborne3Hn C reHeTU4YeCKOM
npeapacnosioXXeHHOCTbIo

Displazia buzei si palatinului 1-2
Stenoza pilorului 0,5-3
Picior plat 5

schizofrenia 10 - 20

L epilepsia 810

- Psoriazis 10 - 20

L, Astma bronsica 2-5

- Boala hipertonica 1000 —2000
- Boala coronariana 50 - 100




BbIBO/bl:

= HacnencrBeHHbIe 00JI€3HM pa3HOOOPA3HEI U
BKJIFOYAIOT:

- BpOXKJICHHBIE 00JIC3HU,
- MOHOT€HHBIC 00JIe3HH,
- XpOMOCOMHBIE 0OJIE3HHU,
- 00JIE3HM C TEHETUYECKOM MPEAPaACHOIOKEHHOCTHIO.
s [IpenynpexacHue u Je4eHUE HACIEACTBEHHbBIX
00JI€3HEH HYKIAKOTCS B 3HAHNE MEXaHU3MOB

HACJIEAOBAHUU TaHHBIX O0JIE3HEM.

= HeoOxomnmo oCyI1ieCTBUTh TEHETUYECKOE
BOCIIUTAHHE HACEJICHU.



Bonpochbi?



