HACAEDCIITBEHHDBIE BONEIHH
YEAOBEKA

1. IloHsmue o0 HacjaedcmeeHHbIX Ooane3zHax.
IIpunuunwi Kaaccugukauuu HacaedCcmeeHHbIX
6o1e3Hell.

2. XpomocomHble 60se3HU, MexAHU3MbL UX
803HUKHOBeHUSA.

3. Xapaxmepucmuka omaoenbHbIX XPOMOCOMHDBIX
60ne3Hell C HUCN08bIMU AHOMAAUAMU aymocom:

4. Xapaxmepucmuxa XPOMOCOMHDBILX 3abonesanull c
HUCN106bIMU dHOMANIUAMU NOJ108bBIX XpOoMOCcOM.

5. MonozeHHble SGGOJICBGHUSI, MeEeXAHU3MDBL UX
pa3esumus.

6. Xapakmepucmuka OCHOBHbIX MOHO2EHHbIX
6oa1e3Hell.
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Kiaaccupukanusa
HACJIeACTBECHHbLIX 00J1e3HeN
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HacneacrBeHHbIe
Ooone3Hu
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Bonesu, 06 EJ:)::::I::;-IHQ saoonesanun,
oOycnoBrieHHble yenol BO3HMkatolymne
Bo3gencrBuemMm B pe3ynbTaTe
AedpeKTamm dakTopoB B3auMoaencTBus
XPOMOCOM MHO>XecTBa
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Hacaeacmserrnie 60

e3in — 3aboresanus wearoeexg,
obycaoeeHHbIC XPOMOCOMHDIMU U 2EHHBIMU N

v w

*AyTOCOMHO-IOMHHAHTHBbIE
*AyTOCOMHO-pPeleCCUBHbIEC

CuerJjieHHbIe ¢ M0JIOM

* TCHOMHBbIC MyTallun

*XPOMOCOMHBbIE MYTAIlUU




e BO3HUKAIOT BCJIEACTBUE U3MEHEHUS 4YUCIA
WJIA CTPYKTYPBI XPOMOCOM.

 [Ipy kaxgom 3a00J€BaHHM HAOIIOIACTCS
TUIIMYHBIA KApUOTHUII U (peHOTHUI (HAaIIpHUMED,
cuHapoM JlayHa).

 XpOMOCOMHBIE  OOJI€3HM  BCTPEYAKOTCS
3HAYMTENbHO Yaiie MOHOreHHBIX (6 -10 u3
1000 HOBOPOXKIECHHBIX ).



XpPOMOCOMHBbIE

-d

* C ynucnoBbIMM aHOMAIIMAMU NOJIOBbIX
Xpomocom (cnHapom LlepelueBckoro-
TepHepa, KnanHdenbTepa)

* C yncnoBbIMM aHOMANIMSAMN ayTOCOM
(cnHpgpombl [layHa, lNaTtay, 3aBapaca)



7£%

* NHuunmpyemeblie
- TPaHCcnoKkaunamm
- UHBEpCcUamMu
- aeneumamu
- Aynnukaumsamu

/



*Cunopom

OG6JICHHAaA
OCOMHO20 H(lﬁOp(l

1 napot aymocom),

AGLCHUAMU KOMOPOU AGIAIOMCA
PYMCHIBEHHAA OMCMAIOCHLb,
C60€00pa3Hblil BHEWHUI 00IUK
001bHO20 U 8POIHCOCHHBIE NOPOKU
pazeumus

*YJacmoma 1 na 700 noeoposrcoennwvix.

*Ha naoonu uacmo oonapyscusarom
nonepeyHyo CKiaoKy







» KOPOTKAA LUEA
= [IMOCKOE nN1Lo

XPOMOCOMHBIW HABOP BOJIEHBIX MMEET
JIALLIHIOIO XPOMOCOMY B 21 — W NAPE

CMHOPOM OAYHA

* HEMPOINOPLIMOHAJIBHO MAJIEHBKAH INONOBA
» KOPOTKOE TYNOBULIE

» Y3KUE NMA3HbIE LWENA
» AHOMAJIUK B PA3BATUXA BHYTPEHHUX OPIAHOB
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Yacrora Bctpewaemoctu 1: 700-800.
Tpucomus o atou 21 xpomocome.

[IposBiieHHE: TLUIOCKOE JIUIIO,
MOHTOJIOUIHBIN pa3pes 1ias,
SMUKAHT, OTKPBITBIN POT, KOPOTKHAM
HOC, TJIOCKAsA IIEPEHOCUIIA,
KOCOIUIa3U€, MUTMEHTHBIE IISITHA I10
Kparo paayKKH, IJIOCKUHN 3aThIIOK,
MBIIIEYHAS TUIIOTOHUS, BPOXKICHHBIE
IIOPOKHU CEPJIIa, YMCTBECHHAS
OTCTAJIOCTh, SIUJICTICUA.




tﬁﬂﬂxnabdsanxﬁanb
Lﬂh?}gﬁﬁ xm:r &8 BAb

D E

XXX\ AA An

ﬂ_"’

.

P G

\ ' =_
KapuoTtun 4yenoBeka ¢ CMHAPOM Tpucommun 18
£

—
V. -
- )


http://www.botan0.ru/files/biology/image117.gif

Tpucomusa — 13 (CMHApOM naTay)

-AHOManna 6bina onucava K.Naray 8 -
1960 r.

-Kapuotun 47 (13+)

-Hacrota poXgeHusa 1:5000-7000
-XapakTepHble NPU3HaKK:
*PaclienneHune MArkoro u Teepgoro
HEba,

*HesapauieHue ryosl,

*HegopassuTHe WAKW OTCYTCTBMHE rnas;
*HenpasuNbHO CCHOPMHPOBAHHDLIE YLLK,
«[lechopmaums KUCTEH K cTon;

*BCTpevyarotca NoNUAaKTUANA U
CHHAAKTHANR,

*MHOro4MCNEHHbIE HAapPYLWeHUsA Co
CTOPOHbI BHYTPEHHHX Oprados — cepaua,
NOYEeK, NULEeBAPUTENbHON CUCTEMDI;

*[1POAOMIKHTENBHOCTb XU3HN MEHbLUE
roga




AHOMAANUAMU AYTOCOM. Tpucomuss mo 13 xpomocome.

Tunuunsii npusnak CII - 3To

C UH ‘D‘pOM pacieJTMHbI BepXHed ryonl 1 Hea.
IIpusHaku: Mmukpouedaaus,
n aTay NOJHAAKTHIINS, PACIIETHHA I'YObI H

He0a, HU3KO0 MOCAKEHHbIE YIIIHbIe
PAKOBMHBI, MUKPO(PTAIBLMHUS,
BPOKICHHbIC IOPOKU CePALa, JedeKT
MEKIKEJTYT0YKOBOU NEePEeropoaKku,
AHOMAJIMA NMOYCK, IOPOKMU PA3BUTHUS
OPraHoB NMUINEBAPCHUS.
Kpunropxusm, runomniasusi Hapy:;KHbIX
I0JIOBBIX OPraHOB, YABOCHUE MATKH, |
JBYPOIOCTh MATKH.
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I EPeIIeBCKOrC
X0 — cunapom lllepieBckoro -
Tepnepa (Mmonocomus X).
Yacrtora BcTpeuaeMoCTH
1:10000. Comarnueckue
MPU3HAKU: OTEK KUCTEU U CTOII
IIPU POXKJICHNUM, KOXKHAs CKITaJKa
Ha 11ee, Hu3kui poct (10 140
CM), BPOKJICHHBIE IIOPOKH
cepaua, aMeHopes, Oecminoaue,
CHUKEHUE YMCTBEHHOIO
pa3BuTUsa. B 0CHOBHOM
COLIMAJIBHO aJalITUPOBAHBI,
MOTYT IOJIYYUTh CIIEUATBHOCTD
U padoTaTh.

PucyHok 13. BonbHaa 14 ner.
Cunppom lllepemresckoro-TepHe-
pa. KpoinoBugHeie cKnaaku Ha
nree “ronoea chunHkca”



CHWEeHMe MMMMKN

Huskan {(“macka chprHkca")

NMHWA

BONOC

boukoobpazHoONn CyxerHne

dopmoil aopThbl

IWnpoKo Hepasswurbie

MONOUHbIe

paccragneHHble menea'ba

COCKW \ |

Koporkan Hedopmaynn

NACTL \ NOKTA
PyavmenHTapHble
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N, Orcyrcrene

~

N MeHCTpYauwuii

AHOoOMAanNbHO
HWM3IKWIA pocT



Cunppom KnanHdenbTepa
A

e QDeHOTUN MYX4YUHBIC
CUHAPOMOM
KnanHdenbTtepa (46, XXY)
XapakTepusyeTca
Heopa3BUTUEM NOSOBbIX
Xenes,
HenponopLnoHarbHo
ONTMHHBIMU KOHEYHOCTAMM U
BbICOKUM POCTOM,
OTNOXEHUEM XMpa Mo
)KEHCKOMY TUNY,
N3MEHEHMEM OpraHa
3PEHUA, CHIKEHNEM
NHTENMNeKkTa.

Klinefelter
syndrome

47 XXY

i 5

1 21 22 XXY,
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HACJIEICTBEHHBIE BO.TE3HH

XPOMOCOMHBIE

MYIBTH H3MEHEHHE
MOHOTI'EHHBIE PARTOPHAID - UHCTA
HBIE XPOMOCOM

A JOMITHHPYIOLIME MOHOCOMIA

A - PELIECCHBHBIE TPHCOMHA
% XPOMOCOMHBIE
X - CIEILIEHHRIE TMEPECTPOIKH
V - CLUEILTEHHBIE
[E—
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Bbi3BaHbI MYyTaunAaAMnN UIN
OTCYyTCTBMUEM OTAEJIbHbIX T€HOB.

HacneayoTca B NOIHOM COOTBETCTBUMU
C 3akoHamun [. MeHpens.

Tunn HacnegoBaHUA
- QYyTOCOMHOE UIN CLEMNSIEHHOE C MNOSI0BOU
XPOMOCOMOW, IOMUHAHTHOE WU PELIECCUBHOE.

\ Uactota Bctpevaemoctu 1:10 000 -15 000. =

£
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* B 0CHOBE JI€KUT HAPYILICHUE CUHTE3a CTPYKTYPHBIX
O€JKOB MJIM OCJIKOB, BBINOJIHAIOIIMUX CIICIU(DUYECCKUE

(b YHKIIHHY.
e JleicTBHME MYTaHTHOT'O T'€HA IIPOSBISICTCS
IIPAKTUYECKH BCErIa

* boOJIbHBIE MAJIBYMKHU U JE€BOYKU POXKIAIOTC C
OJIMHAKOBOU YaCTOTOM.

e BeposTHOCTH pa3BUTHS 00JI€3HU B IIOTOMCTBE
cocrapisger 50%.

» [Ipumepsr: Cungpom Mapdana, 0ToCKIEpO3,
TaJIaCCEMMUSI.



CuHpgpom MapdaHa -
HacneacrBeHHoe 3aboerarHne
COEOVHUTENbHOV TKaHy ,
nposBnsoLEeecs U3SMEHEHUAMMU
cKerneTta: BbICOKMM POCTOM C
OTHOCUTENBHO KOPOTKUM TYNOBULLEM
, ANVHHBIMY NayKoobpasHbIMi
nanbUuamy ([ @paxsHogakTunug ),
PasDONTaHHHOCTEO CYCTaBOoB , YacTo
CKOIVO30M , KdO30oM ,
gedhopmMaungmy rpyaHon KNeTky |,
aproobpazHbiM HeBOM . XapakTepHb!
TaKKe nopaxeHys rmas . Beeaam c
aHoOManuaMn cepaeyHo-CocyancTon
CUCTEMbI CpeaHas
NPOAOITMKUTENBHOCTDL XU3HN
COKpalleHa.

Beicokuii BbIDpOC aapeHsaniHa ,
XapaKkTepHbi ans 3abonesaHns,
CnocoBCTBYET HE TOMBKO PasBUTUIo
CepAeyYHO-COCYANCTBIX OCTIOXKHEHUN,
HO U NMOSBAEHMIO Y HEKOTOPBIX Nny
ocobou cunbl Ayxa ¥ YMCTBEHHOMN
ogapeHHocTH. Crnocobbl neyeHns
HEN3BECTHbI.

— |
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http://medarticle37.moslek.ru/articles/15184.htm

AymocoMHO-AOMUHAHITIHBIA TUTL

HacAeaoBaHUA OonesHK \\

* NaTosIorMyYeckKkunn reH
ABNageTcsd AOMUHAHTHbIM

* BEepTUKalibHa4d rnepegada
reHeTn4eCKnX rnpm3HakoB

« 3aboneBaHuA: Xopes
[ @eHTUHITOHA,
HenpodndpomaTos,
pasnnyHbie POopPMbI
HacneacTBEeHHOW
ANCTOHUU U T. AO.




AyTOCOMHO-pPeLeCCUBHbIN
TUN HacneaoBaHUA

[TposiBneHne 3aboneBaHnNs y roMO3UroT Mo
NaTonorn4eckon MyTauum;

[[eTepo3nroTHoe HOCUTENBCTBO NATOSIOrMYeCcKoun
MyTauum

[lepepava 3aborneBaHnst OT 30POBbIX
poauTenen AeTsM ¢ BEPOATHOCTbIO 25%.

3aboneBaHnsA: MyKOBUCLINA03, CIMHaNbHad
MbiLLeYHas aTpodus, a TakKe HEKOTOPbIE
3aboneBaHnst N3 rpynnbl HAPYLLUEHUS MOSTIOBOW

AN dpepeHLMPOBKMN.
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MyTaHTHBIV I'€H NPOSABIIAECTCS TOJIBKO B TOMO3UTOTHOM
COCTOSTHUM.

bOJIbHBIE MAJTBYUKH U JIEBOYKU POKIAFOTCA C
OAMHAKOBOU YaCTOTOM.

BeposSTHOCTh poXKACHHUS 00JILHOTO PEOCHKA COCTABISCT
25%.

Poautenn OOJILHBIX I€TeH (PEHOTUINNYSCKH MOT'YT OBITh
300POBEI, HO SBIISIFOTCS T€TEPO3UTOTHBIMUA HOCUTEIISIMU
MYTAQHTHOT'O I'€HA

XapakTepHble 3a001eBaHus: (PEPMEHTOIIATHM.

H/p: ®ennnkeronypus, Mukpouedanus, I Iporepus.



* IIporepus (rped. progeros
PEKACBPEMEHHO COCTAPUBILIMICS)
— IATOJIOTHYECKOE COCTOSTHUE,
XapaKTEePU3YIOIIEECS KOMILJIEKCOM
M3MEHEHHM KO>KH, BHYTPEHHHUX
OpTraHoOB, 00YCJIOBICHHBIX
PEKACBPEMEHHBIM CTApECHUEM
opranu3ma. OCHOBHBIMH (popMaMH
SABJIICTCS JE€TCKas IIpOrepus
(curgpoM I 'eTunHCOHA
(XamguuHcoHa) — ' miadopaa) u
IIpOrepus B3pOCIbIX (CHHIPOM
Bepnepa).

http://l.foto.radikal.ru
/0612/08e0016d1d34.ipg S
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*CUCNNCHHbIC & NOTIOM

* MbIIIeYHAas AUCTpodus tuna /dromenna,
remo(puausa (peLecCUBHOE HACIICIOBAHUE,
CIICIUICHHOE ¢ X XpOMOCOMOM)

* ¢dochar-anader (JOMHUHAHTHOE
HacJed0BaHMUE, CIICINICHHOE ¢ X XPOMOCOMOM)



bone3Hu
AMMNHOKNCIOTHOIO
oOMeHa
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GEHWJIKETO

PDeHUNKETOHYpPUs — bonesHb
aAMMWHOKMUCIIOTHOro oomMeHa. OnucaHa B
1934 r. A. ®enuHrom. lNaronormns
CBfi3aHa C HeOCTaTOYHOCTbIO
neYyeHo4YHoro cpepmMeHTa
theHUnanaHUuHrMapoKcunasel, Y1o
HapyliaeT npeepalleHune peHunanaHuHa
B TMPO3UH (HapyLiaeTca doopMupoBaHue
MUWENUHOBBLIX 0DOSIOYEK BOKPYrr aKCOHOB
LIHC).

KnuHuYeckue NnpusHaku: NoBbileHHasn
BO30YyAMMOCTb UM TOHYC MbILIL, TPEMOP,
anunenTudopMHbIe NPpUNaaKu,
«MbILMHbLINY 3anax, YyMCTBEHHas
OTCTanocCThb, CHUXEHUEe obpasoBaHUs
MEJIaHWHA. PaHHAA NTPOMONIIaRTRE W
JIEMEHHVE — VICKYCCTBEHHAA AVeTa.

Tun HacnegoBaHus: AP
MNMonynauuoHHasa yactora- 1: 10000

Cnabas nurMeHTauuMs KOXu U

PagyXKu
CTeneHb onu

peHun

red



I OeH/nanaH/H
e T

CvHTe3 Hbenka OeHnanaH/HoKc1aa3a
(MeHMANYPOBMHOr paHas MeHUNYKCYCHaN (MeHUNMONOYHASA
Ll l | |
Mo3r lMeyeHb oYKu
(Hakonnexue) (Hakonnewve) (BbIAeneHve)

Y
MeHUNreKOHOBLIE TENAa



MoepexaeHWe ronoBHOro MOsra
KaTapakTa
MospexaeHWe KOCTEH

=, MoepexaeHHe NeYeHH

MoepexaeHre No4Yek
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HacnencTBeHHblIe
Oone3Hn, CBA3aHHbIE
C HapyLUEeHNEM
nMnnuaHoro oomeHa



bone3Hb Tea-Cak

© 2010 Pearson Education, Inc.



Humsmauadinka Baneams, Cumoiuniid & NN
COWMMTOMMENONMNNE
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bonesHn, cBA3aHHbIE
C HapyLUEHUEM
oOMeHa yrneBodoB



Buonorus. MenoBek U ero 3Qopossbe

[AJIARTO3EVIWA

I'anéxroaemnfm —  HacneacTBeHHoe
3aboneBaHnMe, B OCHOBE  KOTOPOro  NEXUT
HapyweHune obmeHa Bewecte Ha Nyt
npeobpa3oBaHUA ranakrosbl B INIOKO3Y.

[anaKkTo3a HaKanIMBalTCA B KPOBU U TKAHSAX,
OKa3blBas TOKCUYecKoe aencreue Ha
LEeHTPaZibHY0 HEPBHYK CUCTEeMY, NeYeHb W
XPYCTa/IMK rnasa, 4YTo onpeaenfeT KAuHU4Yeckue
NposBAEHUA BoNesHun.

TN HacnenoBaHWA raNakTO3eMUM - ayTOCOMHO-
PELEeCcCUBHbBIN,

3abonesaHne nMPOABNAETCA B MNEPBbie AHU U
Heaenu MU3HU Bblpa*KEeHHOM MENTYXOM,
YBENUYEHMEM NeYyeHu, HEBPONOrMYECKOM |
CMMNTOMATUKOM (cCyaoporn, HUCTarm, TMMNOTOHUA
MbIlWL), PBOTOM; B AanbHenlem obHapyKuBaeTca
OoTCTaBaHue B PUINYECKOM U HEPBHO-NCUXMUYECKOM
PasBUTUU, BO3ZHUKAET KaTapaKTa.

57 MyShared
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[edekT dpepmeHTa Tun rnukoreHo3a
MedicalPlanet.su

Mioko3o-B-hocearager *““442 907 §3C-4_s un (et MupKe)
Anbcha-1,4-rniokoauaassl » 2-i1 an (6oneausb Momne)

Amuno-1,6-rniokosnaassl —»  3-i Tun (BonesHes Kopu)
D-1,4-rniokaHo-o-rnioko3unTpaxHcdepasbl »  4-i Tvn (BonesHb AHOepceH)
nukoreHdochopunasl MMOUUTOB - 5-it Tun (Boneans MakApons)
InukoreHochopunasel renaToumTos # 6-i1 ™vn (BonesHb [upca)
3 dochorniokomyTass! + 7-n tvn (BonesHs TomncoHa)
\ dochodpykTomyTasbl - 8- Tun (Bonesne Tapyu)
KuHaael hocthopunassl B renarouurax » 9- un (BonesHb Xaza)
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bone3Hn HapyLLeHnd
obmMeHa ropMOHOB







HIONINTOHRbIC DON6SHH
» [MYITb THIDAKTONHANBHbIE]

e OOycC0BIIECHBI B3aUMOJICHCTBUEM ONPEICIICHHBIX
KOMOMHAITMN ajljieiell pa3HbIX JIOKYCOB M AK30T€HHBIX
(haKTOPOB.

e IlonurenHsie 00JIE3HU HE HACICAYIOTCS 10 3aKOHAM
Mennens.

s OLIEHKHU T€HETUYECKOI0 PUCKA UCIOJb3YIOT
CIICIIMATIbHBIE TAOIUIIBI

 IIpuMepsl: HEKOTOPHIE 3J10KaUYE€CTBEHHBIC HOBOOOpA30BaHUSI,
ITOPOKM PA3BUTHUS, a TAKKE MIPEAPACIIONO0KEHHOCTh K MBC,
CaxapHOMY JUa0ETy U AJIKOT0JIU3MY, paclleICHUE TyObl U
HeOa, BpOXKACHHBIN BBIBUX O€jpa, MHU30(pEHHUS,
BPOKJICHHBIE TIOPOKU CEPILIA



P.
CJ'IELICTBGHHI:AI

1€

3aTparmBatoT reHbl MUTOXOHAPUN.
N3BecTHO okono 30 bone3Hen.

CunapoMm Jlebepa (1988) - nposiBnsieTcs 6bICTPbIM pa3BUTUEM aTPOdUM
3puUTeSNbHbIX HEPBOB, KOTOPAas BeAET K C/enoTe.

CuHgpowm lMNMupcoHa (1989) - BANOCTb, HAapyLWEHNS1 CO CTOPOHLI KPOBM,
noaXxenyano4YyHomn xenesboi.

T owm



* MeauKO-TeHETHYECKOE KOHCYJIbTUPOBAHUE
Ipu OEPEMEHHOCTH B BO3pacTe 35 JIeT U
cTaplle, HaJUIUU HACICACTBEHHBIX 00JIC3HEH
B POJIOCIIOBHOM

 VICKr0YeHHE POJICTBEHHBIX OPAKOB



Jlmeroreparusi.

3aMECTUTEIIbHAS TEPAIIUS.

Y 1aneHue TOKCHYECKUX MPOAYKTOB OOMEHa
BEIICCTB.

Bo3nencTBrue Ha CHHTE3 (DEPMEHTOB.

HcknroueHrne HEKOTOPBIX JIEKAPCTB
(0apOuTypaToB, Cyiab(haHUIaAMUIOB U JP.)

XUAPYPruyeCKOe JI€YCHUE.



