HacineacrBeHHBbIE 00/JI€3HU U
UX KJIACCUPUKAITHS

Jlexkuusa N2 5



1. Kmaccudpuxamus
HacCJIeICTBEHHOU
IMaTOJJIOTUH.



* Ilo cTaTucTHKE 13 1000
HOBOPOXXJEHHBIX Y 35-40 BBISIBJISIOTCS
pPa3/INYHbIE TUIIBI HAC/IeACTBEHHBIX
Oo/1e3Hel.

* E>XerogHo B Halleu cTpaHe
POXAAeTCs MIPUMePHO 180 THIC. JeTenu
C HaCJIeACTBEHHBIMHU 3a00/IeBaHUAMM.

* U3 Hux Oo/ble MO/JIOBUHBI UMEIOT
BPOXXJAE€HHbIE MOPOKU, OKOJIO 35 THIC. —
XPOMOCOMHBI€ 0OJIe3HH M CBBIIIE 35
THIC. — TeHHbIEe 00JIe3HM!.



* B ocHOBY reHeTU4YeCcKOU
KjaacCupUKaAIIU HaC/IeCTBeHHbBIX
Ooie3Hel MOJJI0YKeH TUII MyTallui
U XapaKTep B3aUMOJEeUCTBUSA CO
cpenou.

* B ¢Bs13¥ ¢ 3TUM HaC/I€ICTBEHHYIO
IIAaTOJIOTUIO B HACTOS1Iee BpeMs
OeAT Ha 5 I'PYIIIL:



* 1. boine3Hu c HacIeaACTBEHHOU
NnpeapacioIOXeHHOCTbIO
(BCHII) - 3a001eBanus, a1
MPOABJIE€HUA KOTOPBIX
HeO0O0X0ANMO COBMECTHOE
nercTBHEe HacJIeACTBeHHbIX
pakTOpOB M PAKTOPOB
BHEIIHEU CpeJbl.



K Hambo/ee BcTpeyaronimmMcs
bCHII oTtHOCATCA:

snviencus (8-10:1000),

rUIepTOHUYeCcKas 00J/Ie3Hb
(100-200:1000),

caxapHbIi AuaoderT,

sI3BeHHas1 00/1e3Hb YKeJIyaIKa U
ABEHAAIATUNIEPCTHOM KHUIIKH
(20-50:1000),

OpoHxMaIbHaA acTMa (2-5:1000),
musoPppeHus (10-20:1000) U T.[.



OcnoBHbie rpynnsl bCHII:

* 1. PacmpocTpanénnbie 601e3HHU
cpeaHero Bo3pacra (0OpoHxuaIbHasA
acTMa, TUIePTOHUYECKass 00JIe3Hb,
sI3BeHHas1 00/1e3Hb YKeJIyaIKa U
ABEHAAIIATUIIEPCTHOM KUIIIKH).

* 2. PacmpocTpaHeéHHbIe ICUXUYECKUE
1 HepBHbIE Ooe3HH (mu3oPppeHuns,
SMUIEINICUA, MAaHHAKAIbHO-
AeTnpeCcCUBHBIN IICUX03).

* 3. BpoxaeHHbIe MOPOKU pa3BUTUS.



Jlo rannupiM BO3
BPOXXJEHHbIE TOPOKH
PEruCTPUPYIOTCA B
CpesHeM Vy 25 - 35 IeTeu
Ha 1000
HOBOPOXXAEHHBIX, YTO
COCTABJISAET 2,5 - 3,5%.



Ps. AnsHuedanus

.| (oTrpeu. an -
OoTpHIIaTe/IbHAas
YJaCTHUIIA U
enkephalos - mo3r)
- IIOJTHOE VLI
YaCTHYHOE
OTCYTCTBHE
OONBIINX
MOJIyHIapUU
rOJIOBHOTIO MO3Ta,
KOCTeM CBOJa
yepena 1 MATKHX
TKaHEeM.



AHsHUedanus

IIpennaparsl Ye10Be4YeCKUX
IJIOAOB C BPOXKAEHHBIM
OTCYTCTBHEM IOJIOBHOT'O MO3ra.




* Mukponedpanus
(ot rpe4. mikros -
Maabiid 1 kephale -
rojIoBa) -
3HAYHUTEIbHOE
yMeHbIIeHH e
pasMepoB Yepera u
COOTBETCTBEHHO
rOJIOBHOT'O MO3Ta
IIPU HOPMaJIbHbBIX
pasMepax Apyrux
qyacTeu Tea.




* 'mapouedanusn
WJTH BO/ISTHKA
TOJIOBHOTO MO3Ta
(oT rpeu. hydor
Boga u kephale -
rojioBa) - 3TO
N30bITOYHOE
HaKOIJIEHH e
YKHAKOCTH B
JKeIyZOYKOBOU
crcreMe
TrOJIOBHOTO MO3Ta.




Yepen 601bHOTO
ruapouedanuei




* 3aa4Ybsa ryoa -
BepPTHUKAJIbHOE
pacuierieHue
(mocpemune, c
OIHOM WJIN
00eHX CTOPOH)
BepXHel Iryobl.




* Bomubsa macts (pacimermHa
HEDA) - pacuieTrHa B
cpeAHell YacTH HEDaA,
BO3HHMKAIOIIAA BCJIE€ICTBHUE
He3apallleHus ABYX MOJTOBHH
HEOA B MepUO
3MOPHOHATHBHOTO PA3BUTHA.

* MoskeT OBITHh MOpPaYKeHa
JIAIITD YaCTh HEOA
(HampuMep, TOJBKO MATKOE
HE0O0 WIN A3BIYOK HEDA),
WJIM JKe pacie/TnHa MOYKeT
IIPOXOSUTH 10 BCEU JINHE.

* SIBasiercs yacro
BCTpevarouiemcs
PAa3HOBHUAHOCTBIO
AJTKOTOJILHOM SMOPHUOTIaTHH.




Pe0EHOK C ITOJIHBIM

MPAaBOCTOPOHHUM
paciienjieHueM ryobl U
HéOa. Bo3pacT 5 mecsies.

* ToT xe peGEHOK
ocCJie JIe4eHU .
Bo3spacr 10
MecCsLeB.



* YepenHO-MO3roBbie
rPbDKY BO3SHUKAIOT
BCJIeJCTBHE MMOPOKA
pPa3BUTHSA Yeperna u
roJIOBHOTO MO3Ta,
MpU KOTOPOM 4yepe3
MM eIV CS
BPOXXAEHHBIU
nedeKT KocTen
yeperna NpoOuCXOIUuT
BBINISIYMBaHUE
HapPYy>Xy MO3ra U €ro
000/I0YEeK.




 CmMHHOMO3roBas
rpbDKa - JePeKT
Pa3BUTHS IPHU
KOTOPOM YaCTh
CIIMHHOTO MO3ra !
ero 000JI0YKH
BBICTYNAIOT
HAaPY)Ky Yepe3s
Ie1b MeXKIAY
IIO3BOHKaMHU
II03BOHOYHOTIO
cTo0a.




* 2. XpOMOCOMHBI€E OOJIe3HH —
3a00/1€eBaHUS, TIPUIHHOMI
KOTOPBIX ABIAIOTCSA
CTPYKTYPHBbIE€ H3MEeHEeHMUSI
XPOMOCOM WIH HapylIeHHe
UX KOJINYeCTBa.



* B HacTOAIECC BpEMA OTTMCAHO
OKOJIO 1000 PAa3/IMYHbBIX BUJOB
AHOMAJIUU XPOMOCOM Y
YyeJI0OBeKa.

* [IpumepHO 100 pop™M LUMeEIOT
KJIMHAYECKH OYePIEeHHYIO
KapTUHY ¥ Ha3bIBAIOTCSA
CHHIPOMAMMH.



* PacnpocTpaH€éHHOCTH
XPOMOCOMHBIX OOJIe3Hel
OJAVWHAKOBA BO BC€X HALITUOHAJIBHBIX
A OTHUYECKUX Ipynmnax u
COCTABJ/ISI€T B CpegHeM 7 - 8
OO/JIBHBIX Ha KAXKAYIO 1000
HOBOPOXXEHHBIX.

* B Poccriu xpomMocoMHbBIEe 00JIe3HH
PEeruCTPUPYIOTCA IPUMEPHO Y 12000
HOBOPOXXJEHHBIX €)XXEerogHO.



* Bce xpomocomHBIe 00/I€3HU MOYKHO
pa3je/uThb Ha 3 TPYNIIbL:

* 1. CHHAPOMBI C Y CJIOBBIMH aHOMATUSAMH
ayrocom (cuaapom /layHa, CHHApOM
daBapjaca, cuaapom Ilaray).

* 2. CHHAPOMBI C YHCJIOBHIMUA AaHOMATUAMHU
II0JIOBBIX XPOMOCOM (CHHAPOM
[llepemieBckoro - Tepuepa, cuHapOM
Knaitndensbrepa).

* 3. CHHAPOMBI CTPYKTYPHBIX aHOMAJINI
XpPOMOCOM (CHHAPOM «KOIIAYbEI0
KPHKay).



47, 21+ - KAPHUOTHII YeJIOBEKa C
cuagpomoM /layHa (Tprcomust 21)
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YacroTa BcTpeyaeMoCcTu

* YacroTa sToro
CUHApOMA Cpeau
HOBOPOXXJEHHBIX
COCTaBJ/AET 1:700 -
1:800.

* OaMHAKOBO 4aCTO
HAOTI0ZAeTCA Y
00OMX ITOJIOB.




Puck poxxapeHus gereuv ¢ CMHZPOMOM
/layHa OoT BO3pacCTa YXeHIIUHBI

Bospacr >xeHIuHbI

1018 met
20 JIeT
25 J1eT
30 JIeT
35 /1eT
40 J1eT
45 J1eT

49 et

Puck cunapoma /layHna

1
1
1
1
1
1
1
1

45
: 1800
: 1300
: 1000
: 300
: 100
: 30
T 12



KinnHaun4dyeckas KapTuHa

- Y€peInHO-/INII€BbI€ AHOMA/INHA.

rojioBa OKpymio ¢opmsl C
YIUIOIEHHBIM 3aTBLIKOM;

IJIOCKOE JINIIO;

MOHTOJIOUAHBIA Ppa3pe3 r1a3 C
SMUKAHTOM (3TMMKAHT — CKAAaJKa
KOXXM HAJ, BHYTPEHHHUM YIJIOM
r1a3a, KOToOpas CO3JA€T BHELIHee
CXOOCTBO C IIpelCcTaBUTE/NSIMU
MOHTOJIOM/THOM PacChl);

TOJICTBIE TYObI M TOJCTHINA SI3BIK,
BBICTYMAKOIIWUA U30 PTA;

MaJ/IeHbKHeE HeJOPa3BUThIEe HU3KO
PacCIOJI0KEeHHBIe yUIHBbIE
PAaKOBUHBI;

HenpaBU/JIBHBIN POCT 3y0OOB.




KnmHn4deckasa KapTuHa

- KOCTHO-MbIII€YHbIE
dHOMAJ/INMN.

HU3KHUU POCT;
KOPOTKAa 11es;

KWIeBUAHAS WU
BOPOHKOOOpa3Hasn
AedpopManvisa rpyasuHbI;
MU POKHE KUCTH U CTOTIBI C
KOPOTKUMH TaJIbIIAMU;

ImonepeyHas jiaJOHHas
(00e3bsIHbS) CKIaAKA;

AByx(a/TaHTOBBIN MU3WHEII.



KinnHan4deckasa KapTuHa

- MIOPOKY BHYTPEHHUX OPTraHOB:

* IOPOKHU CepALa U AHOMAJIUU KPYITHBIX
COCYAOB;

* IOPOKHU NULLEBAPUTETIbHOU CUCTEMbI
(BcTpedarorcs y 15% OOJIBHBIX).



KinnHan4yeckasa KapTuHa

aHOMA/INU PU3NIECKOTO U YMCTBEHHOTO
Pa3BUTHUS: JeTU peAKO HAQUUHAIOT
CAMOCTOATE/NBHO CUJIETh 10 OAHOTO Iroja, Mo4YTH
HUKOTJIA He XOJAT 0 ABYX JIeT.

XapaKTepHa YMCTBEHHAsA OTCTAJIOCTh: B OCHOBHOM
3TO UMOEINIbHOCTh — HEPE3KO BhIPakeHHast
neonabHOCTD (65 — 90 %).

MoryT 00y4aThCs TOJIBKO BO BCIIOMOTaTe/IbHbBIX
IIKOJ/IAX, I7ie MPUMEHAIOTCA CIIeuaIbHbI€ MEeTOIbI
oOyJYeHwUsI.

Hetu c cuaapomom /layHa macKoBbIe,
BHUMATeE/IbHBbIE, MOCAYNUIHbIE, TEPIIEIUBLIE IPU
OOy4YeHWH, XOTA pedb pa3BHUTA IUIOXO, CJIOBA
MPOU3HOCATCA HEYETKO.



Cunapom JaBapaca

- Curapom JdaBapjaca -
BTOPOE II0 YaCTOTe
nmocjie 00oJ1e3Hu
/layHa XpoMOCOMHOe€
3a0o0/1eBaHue.

4 A~

* OnucaH B 1960 roay
HhKoHOM JABapACcOM
¥ BIIOC/I€ICTBUU
MOJIyYWJI €rO UMHI.



47, 18+ - KAPUOTHUII YeI0BEKa C CHHAPOMOM
daBapaca (Tpucomust 18)
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Kapuorun manpuuka ¢ cCMHApOMOM JaBapica
(Tpucomusa 18- XpoMocoMBbI)



KnmHn4deckasa KapTuHa

« Hauo0o/see 4acTo OTMEYaIOT aHOMAJIUU
MO3IrOBOTIO Yeperna 1 JuIia:

+ monuxonedanusa (mpeodaagzanue
IPOJOALHBIX Pa3MepPOB roJI0OBbI Ha/I
MOMePeYHbIMU );

° MaJ/IeHbKasl HYDKHSASA Y€e/1I0CTh;
° Y3KHMe€ M KOPOTKHE I/Ia3Hble IeId;

* medopMHpPOBaHHBIE YIIITHbI€ PAKOBUHBI,
PAaCIO/IO)KeHHBbIEe B MOAABIAI0IEeM
OO/JBIIMHCTBE C/Ty4aeB HU3KO0; MOYKa
yXa, @ 4aCTO U KO3€JIOK OTCYTCTBYIOT;
HAPY>XHBIN CJIYXOBOU IIPOXOJ, CYXKEH,
WHOTAA OTCYTCTBYeT.




KnmHn4deckasa KapTuHa

N3 BHeIrHuX NpU3HAKOB
OTMEYar0TCA:

B 80% csrydyaeB aHOMA/TBHO
pa3BHUTasA CTOMA (CTOma-KavaaKa) —
IATKA PE3KO0 BHICTYIIAET, CBOJ,
CTOIIBI IIPOBHCAET;

cruGarenbHasA nepopmanus
nmanabies (mepekpeiBanue V
naasuem 1V, a 1l manen
nepekpsiBaer I);

IepBbIN Majiel] CTOII Kopo4ye
BTOPOTIO;

KOPOTKAasA rPyAUHAa M LINPOKas
rpyAHas KJIeTKa.




KnmHn4deckasa KapTuHa

* 13 MIOPOKOB BHYTPEHHUX OPTaHOB
HanOoJIee 9aCTO HAOIIOIAIOTCS ITOPOKU
cepAlia U KPYIHBIX coCcyaoB (9o%).

* Co croponsl IHC, numieBapuTe 1bHOM,
MO4YeBbIJe/1UTe/IbHOU, OIIOPHO-
ABUTATEJIbHOM U IMOJIOBOM CUCTEM TAKXKe
OOHAPY)KHUBAKOTCSA MHOYKECTBEHHbIE
BPOXX/JEHHBbIE TOPOKU PAa3BUTHA.



[Ipogo/mXKUTEe TBHOCTD YKU3HU

* IIpogo/mKUTENBbHOCTD YKU3HU Y JleTeH C
CUHAPOMOM JABapP/ACa Pe3KO CHMDKEHaA.

* 60% geTeii yMUPaIOT B BO3pacTe 3 MeCAIeB.
» /1o 1 TOAa TOKMBaeT OAUH PEeOEHOK M3 10.
* EcTh onticaHue 00JIBHOM 19 JIeT.

* Ho Bce BEDKHMBIIMIE AE€TH UMEIOT TITYOOKYIO
UANOTHIO.



* 3. MoHOreHHBI€ 0OJIE3HU —
3a00/1€eBaHUS, IPUIHHOM
KOTOPBIX ABIAIOTCSA
MYTAIlU¥ OTAE/TbHBIX T€HOB.



 YacTOTa MOHOTEHHBIX 0O/Ie3Heln
cocTaBiasser 1 - 2 %.

* B HacTOsI1Iee BpeMsi U3BECTHO
0o0JIee 4000 TeHHBIX 00/Ie3He.

* B Poccum 3aperucrpupoBaHo
OKOJIO 1,5 MJIH. Y€JIOBEK,
CTPAJAIOLIUX MOHOT€HHBIMU
O0OJIe3HSIMMU.



« K MOHOTEeHHBIM 3200/ I€eBaHUIM
OTHOCHATCH:

* MYKOBUCIIUA03;

* peHUIKETOHYPHS;

* TAJIAKTO3€MUS;

* BPOXXAE€HHBIU TMIIOTUPEO3.



* 4. bone3Hu reHeT4YeCKOU
HEeCOBMEeCTUMOCTH MaTePHU U
IJI0/AaA.

* OHu pa3sBUBaIOTCS B
pe3yabraTe
VMMMYHOJIOTUYECKOM peaKuuu
OpraHu3Ma MaTepu Ha
AHTUTIEeH IUI0AA.



- Haubosiee
TUIIUYIHOE U
XOPOIIO
N3y4YeHHOe
3a00/IeBaHUe 3TOM
IPYIIIbI —
reMOJIMTUYeCKas
00J/Ie3Hb
HOBOPOXXIEHHBIX.




* 5. [eHeTHYeCcKHe 00O/ME3HU
COMaTHYeCKHX KJIeTOK.

* BrigeneHsl B OTAEe/IBbHYIO I'PYIIITY
HeJaBHO, MOBOAOM K 3TOMY
IMOCIY)KHAJIO OOHapY)KeHHe
cienupuIeCcKNX IepecTpoeK B
KJIETKAaX, KOTOPbIE BBI3bIBAIOT
AKTUBALUIO OHKOTEHOB, a,
cJleJoBaTe/IbHO, Pa3BUTHE
3/I0KQ4YeCTBEHHBIX OIYXOJIeMn.



2. lloassTHE O
BPOXXJEHHbBIX U
Hac/JIe ICTBEHHbIX
0OJIe3HSAX.



BpoxaéHHbIe 00JIe3HH — 3TO
TaKHe COCTOSTHUS, KOTOPbIE
CYIIEeCTBYIOT y)Ke IIPH
POXXIEeHUH PeOEHKa.



* IIpumepamvu
BPOXXAEHHBIX, HO
He
HaC/J1eJCTBEeHHBbIX
O0oJ1e3He
ABISAIOTCSA
TAJIUAOMMUIAHBIN
M AJIKOT'OJIbHBIU
CUH/IPOMBI.




PeTanbHBIN
QUIKOTOJIbHBIN CUHAPOM
(a/IKOTOJILHBIA CHHAPOM
IJIOAQ, AJTKOTOIbHAs
amMOpuoderonarus,
3MOPHUOHATbHBII
QAUIKOTOJIbHBIN CUHAPOM,
deTampbHBIE AJTKOTOIBHBIE
3dPeKTsl) - 00BeAUHAET
pa3/INnYHbIE KaK MO
COYETAaHHIO, TAK U MO
CTeleHH! BBIPA)KEHHOCTH
OTKJIOHEHUS B
NMCUXOPU3NIECKOM
pa3BUTHUH PeOEHKa,
NPUYUHOMN KOTOPBIX
SIBJISAETCS YIOTpeOieHue
YKeHIIIMHOM a/JIKOT'OJIsL IO
¥ BO BpeMA
OepeMeHHOCTH.



Hern c PAC:
OTCTAIOT B POCTE U BeCe;

MMEIOT XapaKTepPHbIe 0COOeHHOCTH
JINILA - IALleBble aHOMAJINW;

MOTYT MMeTh IIPO0JIeMbI CO CTyXOM U
3peHueMm;

UMEIOT MPOOIeMbI C TaMSITHIO 1
BHUMAaHHUEM Y TPYAHOCTHU B
OOy4YeHUH B LIIKOJIE;

Xy>Xe KOHTPOJIMPYIOT CBOU SMOLIU U
CBO€ IIOBe/IeHUE;

MOTYT HY>KJAThCS B CIIEITUATBHBIX
Mesarorax u O0y4YeHuu B
CIeaTbHbBIX IIKOIAX;

YdaCTO HEJOCTATOYHO OCO3HAIOT
mociaeacTBuiaA CBOUX ITOCTYIIKOB;

MOTYT COBepIIATh aCOLAAIbHbIE
MOCTYNKHU M BCTYHAaTh B KOH(QIHUKT C
3aKOHOM;

BCIO YKXM3Hb HY)XJAIOTCS B
COIIMA/IbHOM 3allIUTE U
MeAULUHCKOM COMMPOBOXXAEeHHWH.



 HacreacrBeHHbBIE 0OJI€3HU —
3TO 3a00/1IeBaHUSA, MIPUYNHOM
KOTOPBIX CIYYKHT
IMaTOJIOrnYecKas
HAC/IeACTBEHHOCTb.

* He Bce Hac1eacrBeHHbBIE
0O0J/Ie3HU ABIAIOTCA
BPOXXEHHBIMM.



 Illpumepom HacIeACTBEeHHOU
O0oJIe3HH, KOTOpas
Pa3BUBAETCA B IIOXKUIOM
BO3pacTe, ABAAETCA 00/Ie3Hb
Anbureumepa.

* Y4€HBIMHY YCTAaHOBJIEHO, YTO
reH 00/1e3HU ATbIIreiiMmepa
PACIIOJIOXKEH B 21-U XpOMOCOMe.



bone3sns Anburenmepa
(crapuyeckoe c1aboymue) —
3TO HAC/IeJACTBEHHOE
3a00/1eBaHue, MPUINHOM
KOTOPOTO ABISTIOTCS
arpodmuecKHe mMpoIrecchl B
KJIeTKaX roJIOBHOT'O MO3Ta.



*Cpeaun ecTeCTBEHHBIX
NMPUYNH CMEPTHOCTH
O0osie3Hb ATbIIreriMmepa CTOUT
HAa YeTBEPTOM MecCTe.



