


[[eHeanornyeckumn merton.

 PazpaboTtaH B 1865 roay ®. [anLTOHOM.

3agaum meTtopaa:

1. OnpepeneHne HacneaCcTBEHHOroO Xxapakrepa
npu3Haka.

2. OnpegeneHve TMNa HacrnegoBaHUS.

3. [losBonseT nsyymTb cUENNEHHOE
HacnegoBaHue.
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N3yyeHne pooocrioBHOM MO3BONMUMO BbISICHUTD,
yTO MyTauus, Bbi3biBawwasa remocpunuio B
LLAapPCKMX CeMbsiX BnepBble BO3HUKNA Y KOpOreBbl
Bukrtopuun B AHrnumn.



LinToreHeTnyeckum mertoA.

* A3y4yeHmne CTPYKTYpbl 1 Yncna XpOMOCOM.

XA XX XK XK AR
T a - xsx K7K *8* 29* jIl:ll Kllx xIZB

wh X X¥ A XX AN

xR XA XK A« B =
19 21

20 22 >_<23 Y

Chromatid



XpoMOCOMHbIe 3aboreBaHuA.

CuHagpom [ayHa ( TpmcomMmmsi no 21 Xpomocome)




CuHaopom [layHa BO3HUKAET B pe3yrbraTe reHETUYECKOW
aHomanuun. Bnepsble nNpuU3Haku nOOeEN C CUHAOPOMOM
[layHa onuncan B 1866 rogy aHmuuckun Bpad [KoH
JNToHrgoH [ayH,ube MMA U NOCMyXWUNo Ha3BaHMeM Aangd
OAHHOro cMHApoma.

CuHOPOM BO3HMKAET M3-3a NpoLecca pacxoXaeHnst XpoMOCOM Mpwu
obpasoBaHUM rameT, B pesynbrate 4yero pebeHOK rnonydaeTr oT

mMaTtepu (B 90% crny4daeB) unu ot otua (B 10% cnyyaeB) NIULLHIOW 21-10
XpomMocoMmy. Y 6onblMHCTBA 60MbHbLIX cuHApoMoM [layHa nmeetcs
TPU 21-X XPOMOCOMbI BMECTO MOJNIOXEHHbIX OBYX; B 58% crny4aesB
aHomanusa cega3aHa c NpUCyTCTBMEM He Lenou NINHENn XpOMOCOMbI,
a ee oparMeHTOB.

3 xapakTepHbIX BHELLIHUX NPU3HAKOB CUHAPOMA OTMEeYaloT MiocKoe
MU0 C pacKoCbIMU rmasamMmu, LWWUPOKUMN rybamm, LUMPOKUM MITOCKUM
A3blkoM. [onoBa Kpyrnasi, CKOWEHHbIN Y3Kui1 006, yHble pakOBUHbI
YMEHbLUEHbI C NMPUPOCLLUEN MOYKOW, rfasa C NATHUCTOW pady>XHOoW
obonoykon. Bonockl Ha ronoBe MArkve, pegkume, npsimble ¢ HU3KOWU
NHWeN pocTa Ha wee. [ns niogen ¢ cMHapoMoM [lJayHa xapakTepHbl
N3MEHEHUA KOHEYHOCTEN — YKOPOYEeHMEe U paclunpeHune KUCTen U
cTton. HenpaBunbHbIn poCT 3y6OB, BbiCOKOE HEDO, M3MEHEHUSI CO
CTOPOHbl BHYTPEHHWX OpraHoB, OCODEHHO MULIEBOro KaHana Wu

cepaua.



CuHppowm lNaTtay (tpucomusa no 13

X

oOMOCOMe

pucomms 13 Bnepslle Obinia onucaHa Tomacom

bapmonuHuB 1657 rogy, HO XPOMOCOMHbIU
Xxapaktep 3aboneBaHuna Obin  yCcTaHOBMEH AO-
pom Knaycom [llamays 1960 rogy. bornesHb
Ha3BaHa Ha ero 4ectb. CuHgpom [laTtay Oblin
Takke ornumcaH y nnemMeH ogHoro TMXOOKEaHCKOro
ocTpoBa. Cuutanocb, 4YTO 9TU cnyvYaum Obinu
gbl3%aHbl pagnaymen OT MUCNbITAHUA aTOMHbIX
oMmO.

B AHrmun n Yanbce B TedeHune 2008-09 rr. 6bI1no
avarHocTnmpoBaHo 172 cnydasi cuHgpoma [llaray
(Tpucomust 13), n3 KOTopbiX 91% AMarHo3oB ObIS
yCTaHOBINEH rnpeHaTtanbHo. U3 KOTOpPbIX:
1113aKoH4Ynnucb  abopTtamuy, 14  cny4aes
poxaeHusa meptBoro pebeHka / Bblkuabiwa /
rmbenn nnoga, 30 pe3ynbratoB OCTasMCb
HEN3BECTHbIMN N 17 peten 6binn  pPoXaeHbl
XusbiMn. bonee 80% neten ¢ cuHgpomom [llaray
YMUPAIOT B TEYEHME NEPBOro MecsLa XXNU3HN.



pacwennexue 2ybol
u (unu) Héba

(nuwHue nansysbi)

aHoManeHble
2eHumanuu

[TOPOKU PA3BUTUA

HepeHasi cucmema:

- OTKNOHEHUS NMCUXNYECKOro U MOTOPHOIO Pa3BUTUS;

- MUKpouedanus;

- 2oJs10MpPoO33Hyehanus (HapyweHne dopMMpoBaHUS
nosnyLwiapum mosra);

- CTPYKTYPHble AedeKTbl rnas, B TOM Yncne Mmkpodranbmus,
aHomanus lNutepca, kaTapakTta, Konob, aucnnasus unm
OTCINOEHMNE CETHATKN, CEHCOPHbIA HUCTarM, NpobkoBas NOTEpPHo
3pEHUS U rMnonsiasns 3puTenNbHOro HepBa;

- MEHUH2oMuesioyeJsie (CMMHHOMO3roBon aedekT)

KocmHO-MbIweYHbIe U KOXHbIe:

- nosluGaKkmuus («NULLHWE NanbLbl»)

- HU3KO NOCaXXeHHble U AedPOPMNPOBAHHBIE YLLIHbIE PAKOBUHBI;
- BbICTYNatoLLas naTka;

- necopmaums Hory, CTona BbIrMAAUT Kak Kadens;

- omghasouyesie (bprolLHON AedEKT, NyNOYHas rpbixka);

- aHOManbHbIN BN KACTWU;

- NnepekpbITUE NanbuamMmm 60nbLIOro nanbua;

- BPOXXAEHHOE OTCYTCTBME KOXMW (OTCYTCTBYIOT Y4aCTKN KOXN /
BOJ10OC);

- 80/14bSs1 Nacmb, 3asi4bsi 2y6ba (pacluenneHve Heba).

YpoeeHumarsnbHbie:
- aHOMarbHbIE reHUnTanuu;
- 0edeKTbl MoYeK.

Apyeaue:
- MOPOKU cepaua (AedeKT MeXKenyao4KkoBon Neperopoaku);

- 04Ha NyrnoBUHHAs apTepusl.



CuHpgpom daBapca(Ttpucomus no 18

XpomMocome)
CuHapom SaBapaca 6bi1 Ha3BaH B

4yecTb AoKTopa [XxoHa 3aBapaa,
KOTOpbIX B 1960 roQy onucarsn nepsblie
clny4yaun n sadoukcmpoBarn
3aKOHOMEPHOCTb Pa3BUTUS
CUMMNTOMOB.

BonbLUMHCTBO AETEN C AAHHOM
naTonorMen ymumpatoT eLle Ha ctagmu
9MOpPMOHarbHOro pa3BuTUS, 3TO
npoucxoaut B 60 % criy4yaes.
PacnpocTpaHeHHOCTb CMHApPOMa
OOBapca B cpeaHeM CoCcTaBndeT
1:3000—1:8000 cny4yaeB. Okoro 80
NPOLEHTOB NOCTpaaaBLLUNX
COCTaBMNSOT XXEHLLNHBI.




NMOPOKWU PA3SBUTUA

Hu3knin Bec npu poxxaeHUn He3aBMCUMO OT CPOKa
GepeMeHHOCTH;

XapaKkTepHble U3BMEHEeHUs1 FofloBbI:
AecdopmMmnpoBaHHbLIN ManNeHbLKUN Yepen, ManeHbKUn
1100 U pOT, CyXXKeHHble rna3sa, HenpaBUNbHOU (popMblI
ywnwn ap.;

MukporHaTusa (aedeKkTbl BepXHEU U HUXKHEN
yentocrten). Popma nuua nckaxxeHa, cdopmmpoBaH
HenpaBwUIibHbIN NPUBKYC;

«Bonuyba nacTb» n «3asa4bA ryba». PaclienuHbl
BCTPEYalTCA He Yy BCeX AeTeu;

MHoOXecTBeHHbIe NOPOKN pa3BUTUA CepaeUHO-
COCyaANUCTOM, MOYEBLIBOASALLEN U
nuweBapuTeribHON CUCTEM;

HapylweHue pednekca cocaHma u
rnoTaHus (BO3HUKaKT 60nbLUMe CITIOXXHOCTU C
KOpMIieHunem);

NMopoku pa3BMTUSA ONOPHO-ABUraTeNIbLHOIo
annapara (KkoconanocTb, CpalieHMe nanbLueB Ha
Horax);

lNMpaKkTn4yeckn nonHoe oTcyTcTBUE (PU3NYECKOro U
YMCTBEHHOrO pa3BUTUA.



TpucomMmuun no NONoBbIM

XPOMOCOMaM.
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e CuHapom KnanHdensrepa — 310
reHeTU4YecKoe 3abdorieBaHue y Jinl MYXCKOro
norsia, B OCHOBE KOTOPOro JIeXXUT reHeTUYeCKHU
o0ycnoBneHHbIN gepunT TeCToCTepoHa.
Pa3BuBaeTcs B pe3ynbraTte ygBOEeHUA B
dopmMupyrowemcs nroge ogHoOro u3
BaXXHEULLUX HOCUTESIeN reHeTU4YeCKoun
nHcpopmaumm (MONOBOU XPOMOCOMbI).

B pe3ynbraTte TakKmx HapyLweHUn B NOSIOBOM
Habope reHeTU4YECKON MH(hOPMALIUM XKEHCKHNe
reHbl Npeo6bnagalT Hag MY>XCKUMU reHamMu,
4yTO onpenensieT CAMNTOMbI 3a0ofieBaHuA.
YacTo cBOEBpeMeHHO He yAaeTcsl NoCTaBUTb
AnarHos, YTo BeAeT B AanbHeuLwem K bornee
TSXKeNnoMy Te4eHUIo 3aboneBaHus.
3aboneBaHue BegeT K becnnoauio, NO3TOMy U3
NOKOJIeHNA B NOKOJIeHUe He nepeaaeTcH.



brnn3HeuoBbIV MEeTO.

e B 1876 roay ®. NansToH -da z —
npeanoXun
Mcnonb30BaTb MeToA
aHanusa 6nmM3HeLoB Ans
pa3rpaHU4vYeHunsa ponu
HacneaCcTBEHHOCTU U
cpeadbl Ha pa3BUTUE
pa3finyHbIX MPU3HAKOB Y
yerioBeka (BBeJ noHATUe
«BOCMUTaHUE» U
«npupopanr).




Buabl ogHOANLOBBLIX
ONU3HeuoB.

3apoabiw XenToYyHbI MeLWwoK

0D -00«

Knetku BHyTpeHHen AMHHOTUYECK
KNeToYHOW Macchbl nonocTb

@ q . / ' |

MonocTtb xopuoHa

2-KNeToYHbIN
3apoabIw MonocTs Gnacrouncrsl

— —

AMHKHOTHYECKAR
nonocTb
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IIpumMepsl KOHKOPARHTHOCTHU IIO HEKOTOPBIM
MOPPOPU3HOAOTUICCKMM IIPUIHAKAM ¥
saboaeBauusam y Mb n AB, 9%

Iipusnaku MbB J b

[Iser rJoas, 99,5 28,0

BOJIOC 97,0 2.0

dopma ryo, 100,0 65,0

yIien 98,0 20,0
[ManunnspHble JIUHUH 92,0 40,0
MaHHaKaJIanconﬁgélpeCCHBHbIH 73.1 15,2
IIuzoppennus 67,0 12,1
DNUJerncust (gg’g (ll?él’;
CaxapHbii guaber (gg’g | (2%7(’)2
Tybepkynes 66,7 23.0
PeBmatuam 47,3 173
Bocnanenue cpensHero yxa 30,1 9,8
Koconanocts 45,5 18,2
BpokneHHbIH BbIBUX Oenpa 41,4 2.8
Kopb 97,4 95,7

Koxkromn 97,7 92,0
Berpsinasi ocna 92,8 89,2
CkapJaaTHHa 06,4 41,2







Cnamckue onusHeubl.

Cuamckme Onu3Heubl — 3TO OOHOSIALOBLIE
Ornn3HeLbl, KOTOpPbIE HE MNOMHOCTLIO Pa3aenunuch
B aMbpunoHanbHOM nepuoae pasBuUTUa U UMEIOT
obwme 4vactm TEna WUNU BHYTPEHHWE OpraHbl.
O6bI4YHO ONNOAOTBOPEHHANA SANLEKNETKA OennuTcs
Ha WecTon AeHb nocrie 3avatuda. Cunamckue
6rnn3Heubl  obpasylTcs, ecnu  auuekneTka
OEnnTCs OYeHb No3aHo, Yepes 14-15 gHen nocne
onniogoTBopeHnsa. K 3TOMYy BpPEMEHU KNEeTKU
3apojbllla cneunanmsnpyroTca Tak, YTo MnornHoe
pasgeneHne 6GnusHeuoB B yTpobe wmartepu

CTaHOBUTCH HEBO3MOXHbIM. BeposaTHOCTb
POXOEHNS CcuaMckux Onun3HeuoB CcocTaBnseT
NPUMEPHO OAMH crydan Ha 200 000 pogos. Okono
NOMOBUHbI CUAMCKMX ONKM3HELOB pOoOXOatoTcs
MEPTBbLIMW. PesynbstupyoLwmmn YpOBEHb

BbXKMBAHUA MrageHueB 5—25 %. Yalle cnamckue
Onu3Heubl WUMEKT XeHckun non (70—75%
cry4daes).




Bo3moxHo, Hanbonee 3HaMeHUToun
napon 6rnM3HeLoB ObINY KNTanubl
UaHr n OHr baHkepsbl (1811—1874),
poauBLLMECS

B Cname (coBpeMeHHbIN TannaHa)

MHOro neT oHu racTposnimpoBarnm c
LMPKOM nof npo3sulem «Cruamckume
B6rn3HeLubl», TakKum obpa3om 3aKpenmBs
9TO Ha3BaHMe 3a BceMu NogodHbIMU
crnydasamn. YaHr n QHr nmenu
CpOCLUMECS XPALLW rpyOaHOU

KINETKN (Tak Ha3blBaemble Brin3HeLbl-
Kcndponaru). B coBpeMeHHbIX
YCNOBUSIX UX MOTN Obl NErko
pasgenntb. OHM ymepnu B sHBape
1874, korga YaHr nepBbIM CKOHYarsICS
OT MHEBMOHMK, OHI B 3TO BpeM4 cnarn.
ObHapyxmnB cBoero bpata MepTBbIM,
OHI CKOH4Yancs, XoTs oH Obin 340pOB.









Meguko-reHeTU4Yeckoe
KOHCYNbTUpPOBaHUeE.

Llenb: NMpepynpexaeHue poxaeHnsa pedeHkKa
C TAXenbiMU HacneaACTBEeHHbLIMU
3aboneBaHusAMM.

PaboTaloT BO BCcex KpyrnHbIxX ropoaax Poccumn.
STAIbI:
1. WU3y4yeHue poaoCrioBHOMN.

2. KoHcynbTUpoOBaHMe: Bpa4y NPOrHo3upyet
BEPOATHOCTb POXAeHUA 00nbHOro pebeHka.

3. OdwmumnanbHoOe 3aKnro4yeHue, C
pekoMeHaauussMu Bpava.
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IMIHUPUIECKIUI PUCK IIPU XPOMOCOMHEBIX
boAesuax Tpucomumn no 13, 18, 21 (cymmapurrii
TOMYAALUOHHBIN PUCK B 3aBMCUMOCTH OT BO3PACTa
marepn) (C.M.Kozsrora u Ap., 1987)

Bospacr marepu | [pouent pucka
Jo 19 nmer | 0,08
20—24 ropna 0,06
25—29 nert 0,1
30—34 rona 0,2
35—39 ner 0,54
40—44 rona 1,6

45 net u crapue 4,2

*Bospacr orua He BaHsieT Ha

BO3HHKHOBEHHUE TPHCOMUH




[lpeHaTanbHaga gnarHocTuKa.

OHa ncnonb3yeT u yribmpa3seykosyro duazHocmuky (Y3W),
N onepamueHyr0o MexHUKy v iabopamopHbie Memoobl
(unTOoreHeTnyeckme, BUOXMMMNYECKNE, MOSTEKYNAPHO-TEHETUYECKNE).

[MpeHaTanbHas AMarHoCTUKa UMEET UCKITIOYUTENBHO BaXKHOE 3HaYEeHne npu
MeONKO-TEHETUYECKOM KOHCYITLTMPOBaHMM, MOCKOMbKY OHa NO3BONSET
NepenTn oT BEPOATHOIO K OAHO3HAYHOMY NMPOrHO3NPOBAHWUIO 300POBbS
pebeHKa B CeEMbSX C FTeHETUYECKUMM OCITOXKHEHUSMMU.

[TPEHATATIBHAA NMATHOCTHEA

FAFOCTA

e 10-15 10T TR
FOM AIIROC TS




LIS T OB SEE e REMOBTECKAT RO TS
- S3OTRIEERE KIS TEIL
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