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'eHOMHBIE MyTaIIVMV -0TCyTCTBUME
XPOMOCOMBI MJIVI IPUCYTCTBYME JIMIITHEN
XpPOMOCOMEI.

(IIosmMIuiouans - KpaTHOE yBeJIMJYeHe
KOJIMYIeCcTBa XpOMOCOM)



!‘)} N‘i 4 MpUYNHBI MyTaLua

’
‘
l L.

Pusunuyeckue pakTopsbl (PasjanvYHbie BUAbI
HOHHU3UPYIOIEH paaualum,
yiabTpaduojieroBoe U3jJay4eHue)

XuMuuyeckre GpaxkTopbl (MHCEKTUIUADI,
repoOMUHUIAbI, HAPKOTHKH, AJIKOI0JIb,
HEKOTOPbIE JIEKAPCTBEHHbIE Mpenaparsl 1
ApP.BelIecTBa)

buosornyeckue pakropsl (BUPYCHI OCIIbI,
BETPAHOM OCIbI, INMUAEMHAYECKOI0
[IApPOTUTA, TPUIIIIA, KOPH, FeNATUTA U AP.)



Hac1encrBeHHBIE 3a00/71eBaHMA

3200/1IeBAHUSA YeJI0BEeKa, 00YCJI0BJICHHbIE
XPOMOCOMHBIMHA U T€eHHbIMHA MYTAIUSIMH,
rnepegaBaeMbIMM I10 HaCJI€ACTBY Yepes
ramMmeTbl. p=




B 1929 1. coBeTCcKkuM reHEeTHK,
HesponaroJor C.H./laBuaeHKo
OPraHMU30BaJI MEPBYIO B MHUpe
MEIMKO-TEHeTHYECKYIO
KOHCYJbTAlUK. OH NepBbIM B
MHpe MOCTABUJI BOIIPOC O
He00X0IMMOCTH COCTABJIEHM A
KaTaJiora reHoB 4eJIOBeKa,
chopMyIMpPOBAJI IOHATHE O
reHETHYe€CKOM IreTePOreHHOCTH
HACJIeJICTBEHHBIX 00J1€e3HEeH
yeJioBeKa.







Tabnuua Aanga sanonHeHusa O\3

XapakTep HacIeaCTBEHHBIX IIpumepnl
0oJ/1e3He! OcobeHHOCT 0OOJIe3HEM
|41
I. I'eunvLe
1. AyrocoMHO-TOMMHaHTHOE
HacJIeJoOBaHMe

2. AyrocoMHO-pereccMBHOe
HacJIeI0BaHMe

3. HaciiemoBaHme clieryieHHOE
C II0JIOM

11. Xpomocomuvie




eHHbIe
3aboneBaHus

AYymocomHno-00 MUHUPYIOWUIL
mun Hacieoobarnus

1. bosie3Hb BcTeuaeTcsa B Ka>KI0OM IMOKOJICHMUM
POI0C/IOBHOTA.

2. CooTHOIIIeHMe 0O/IPHBIX MAJIBUMKOB U
JIeBOYEeK paBHOe.

3. bosie3Hb Yy rOMO3UIOT IPOTEKaeT TsKeslee, YeM
y reTepOo3uUror.

4. BepoATHOCTDH pOXKaeHMs1 00JIBHOTO peDeHKa,
ecsn 0osieH oavH U3 poauTesievt, pasHa 50%.

5. Bo3MO>KHBI ciiydaM, Korjga 00s1e3Hb HOCUT
CTEPTHIN XapaKTep (HermoIHasi
IIeHeTPaHTHOCTH r'eHa).




Cungpom Mapdana
Cunagpom PoOrHOBa
Cupapom Buiinbsamca
IHommoakTmamsa
CunnmakTmiaiusa
I'mneprpmxos

AxoHOpoIuiasusa  IOp.



BriepBrie omnmcan B 1896 r.
Kiananyeckve mpuU3HaKN:

HacaencrBenHoe 3a00j1eBanue
COCAMHUTEJIbHOU TKAHU ,
NPOSBJIAIOIIEeCS U3MEHEHUAMM
CKeJIeTa: BBICOKMM POCTOM C
OTHOCUTEJIbHO KOPOTKUM TYJIOBHIIEM
,» JVINHHBIMHU MAaYKOOOPa3HbIMU
najbuaMu ( AapaxHoAAKTHIINA ),
Pa300JTAHHHOCTbIO CYCTABOB , YaCTO
CKOJIM030M , KU(O30M ,
neopManuAMM IPYAHON KJICTKH ,
apKO0OOpPa3HBIM HeOOM . XapaKTepPHBbI
TaKKe MopaskeHud rjia3 . B cBssu ¢
AHOMAJIMSIMHU CEPACYHO-COCYTUCTOH
CUCTEMBbI CPeAHAS
MPOAOJIKUTEIbHOCTD JKU3HU
COKpaIlleHa.



Bbicokuil BLIOPOC aJipeHaJIMHA ,
XapaKTepPHbIN JJIs
3200J1eBaHUsl, CIIOCOOCTBYET
He TOJbKO PAa3BUTHIO
CePAEYHO-COCYIMCTHIX
OCJIOKHEHMH, HO U
MOABJICHUIO Y HEKOTOPbIX
JIMI[ 0CO00M CHJIBI yXa U
YMCTBCHHOW OIAPEHHOCTH.
Crioco0sb1 J1eueHus
Hen3BeCTHbI. CUHMTAIOT, YTO
ero ooJsieau Ilaranvnm,
AHaepceH, YykoBCKUM.

Yacrora Hac/iemoBaHMS -

eH danakpya. MNoprpat
MNaraHWHuK. 1832 roa.
MemopraneHaa ranepas Mununc.

BawWHImoH. 0,04 : 1000.



BriepBrie ommmcan B 1961
I.

Kiamamndeckmue

HPpV3HAKW.
HeoObIvuHOE JIMIIO,
HWU3KWUNM POCT,
KOPOTKUI HOC,
IIOJIHbIE IIIeKMH,
MaJIeHbKasd HVDKHSIS
4eJIF0CTh, YMCTBEHHAas1
OTCTA/IOCTh.

IlonyiarmoHHas
YyacToTa HemM3BeCTHa.




Briepssle omnvican B 1969 r.

KiananJyeckvie mpuU3HaKN:
HeOObIYHOE CTPOeHVe

mia, yMepeHHad
KapJIIKOBOCTB,
IMITOIIJIa3WsI [IOJIOBBIX
OPpraHoB, MaKporedanms,
3MMKaHT,

KOPOTKMI HOC,
OpaxmmaKTWIN, BBIBUX
Oenpa, aHoMasu pedep.

IlonyiAIiMoHHas YacTroTa
HewM3BeCTHa




KananJyeckvie mpuU3HaKN:
CyILlleCcTByeT JIBa
BapMaHTa:

TUII A, IIPM KOTOPOM
JIOII0THUTEJIbHBIV I1aj1el]
dyHKIIVIOHaAJIeH, 1

™I B, Koroa
JIOII0JTHUTEJIbHBIN I1ajIel]
HeIO0pa3BUT U
IpeacrasisieT co0oM
KO>KHBIVI BBIPOCT.

ITonyaAnmoHHas yacrora -
ot 1:3000 mo 1:650




Kiavamnaeckue
IpU3HaKN:
CUHIAKTUIUA - 3TO
cpalleHme
pa3/INYHBIX I1aJIbIIeB
Kycren v crora. Ha
KMCTSIX Yallle Bcero
BCTpevaeTrcs MeXXay
3 - 4 majgpIiamMu, a Ha

cTomax - Mexxnay 2 -
3.

ITonyiArnmoHHas
gacroTa - 1:2500

-3000




Kianunyeckme npu3HaKN:
Ype3MEepPHBIN POCT BOJIOC
Ha BCeX YacTsax TeJia,
KpoMme JIaJJOHeu "
IOaO0INB. [pyrmx
OTKJIOHEHWW B pa3BUTUA
HeT. JIoKasIbHBIN
TUIIePTPUX03 MOXKET
OTMeYaThCAa IIPU
HapyILleHuM o0OMeHa
BeIlleCTB.

IlonyiArmMoHHas YacTroTa
Hew3BeCTHa.




Kanuuyeckme npu3HaKN:
OVCIIPOIIOPIIMOHAIbHASA

KapJIMKOBOCTH (pOCT
120-130 cm) 3a cueT
yKOpOJYeHMsI
KOHeuYHOocTeV, 00/IbIIION
yeper1, KMCTHU IIIUPOKHeE U
KOPOTKWeE, YKOpOUYeHe
OCHOBaHMSI Ueperia.

IlonyissiorHasA yacrora - 1
: 100000




eHHbLIe 3a00neBaHusA

AymocomHo-peyeccubnulii
mun HacaeoobaHus

1. MyTaHTHBIN I'eH NPOSIBJISETCH TOJbKO B
rOMO3MIOTHOM COCTOSIHUH.

2.bos1bHOM peDdeHOK poXKaaeTcs y KIMHUYeCKN!
30POBBIX pOOVTEIE.

3. bosieroT cnOCHhI, T.e. OpaThs1 M cecTpa.
4. O0a nosia mopa>karoTcs OAMHAKOBO.

5. Hare BcrpeuaeTcss IpM KPOBHO-POACTBEHHBIX
Opakax.

6. Eci 00/1bHBI 00a cynipyra, TO Bce JeTu OyayT
00JILHBIML.



NMPUMEPbI BONE3HEW

DeHUIKETOHYPUSA
Mukpouedaansa

NUxTHo3

Ilporepust

PaciesniviHa ry0Obl, HeDa
MyxkomnosiMcaxapmao3
Anb0OMHM3M



Ilporepus

Onmncana B 1886 1.

Kiannunyeckme npmusHaKu: pegkKoe
TeHEeTMYIECKOE 3a00/IeBaHMe,
Yy CKO-pAIOIIIee IIPoLece
crapeHua B 8-10 pa3. [letn
ymuparor B 13-15 js1eT mociie
HeCKOJIBKMX MHQPAPKTOB U
VHCYJIbTOB OAPAXIBIMU
crapuKaMn. bosie3Hb BbI3BIBaeT
MyTaHTHBIVI TeH LMNA,
OTBEYaIoIIIMI 3a CMHTEe3 0eJIKOB
Lamin A,B,C, HeoOXoaMMBbIX IJI
COeIMHMTEeIbHOV TKaHM.
Hacrymaer ToTasibHas
asyiorienysi, Ha Ko>ke 4yeperlia
BbIpa>keHa BEeHO3Has CETh.

S a8 . Tw HacslemoBaHMUA U
Wy M g IIOITYJIALIMOHHAA YacToTa

HEeMN3BE€CTHbBI



k\ P’ Ilporepus

Sl HavaJa craperb, XKM3Hb U TAK KOPOTKA.
Y MHOTrUX JIIOJeH OHA, KaK peKa —
Hecercst kyna-1o B MAHSIIIYIO 1AJ1b,
Jlapysi To pagocTh, TO CKOPOb, TO MEYAJIb.

Mos :xe mog00HAa cKkaJjie ¢ BOJAOIAJA0M,

Yro magaer ¢ Heba cepeOPSIHBIM I'PAAOM;

Tou kamie, KOTOPO# CeKyH/a JaHa,

JIub 4T00bI PA30UTHCH 0 KAMHHU Yy IHA.

Ho 3aBUCTH HET K MOry4eil peke,

YTo POBHO TeYeT MO TPOIe HA MeCKe.

Yien ux oAMH, — 3aKOHYUB CKUTAHbS,

IHoko# oOpecTH B MOPSIX COCTPAIaHbA.

IlycTh BeK MOM He 10J10T, CYyAbObI HEe 00I0Ch,
Benb, B map npeBparsicb, BHOBb K He0y BEPHYCh.

29 cenmaopa 2000 zooa
buviukoe Anexcanop




PacwenuHa rybbl, Heba

KianHnuyeckme mpu3HaKN:
| pacimesavHa ryObl/He0a,

MUKpoI1iedanms,
IIMpOKas IepeHoCculIa,
nedopManm nepBbIX
I1aJIbIIeB KVICTEeW,
VICKpWVBJIEHVI€e HOCOBOM
IIeperopoaKm M aHOMaIun
3y0O0B.

ITonyisaumonHasa yacrora - 1
: 1000



NxTnos

NxTHo3 (rped. - ppioa) —

| HACJEACTBEHHBIN

WA IepMAaTo3,

' XapaKTepPU3yIIUACH
TG Py3HBIM
HApPYLIEHUEM OPOrOBEeHUS
10 TUIY THIIEpKepaTo3a,
MPOSIBJISIETCH
00pa3oBaHHEM HA KOKe
Yyeluryek) HAalOMUHAK M X
pPHIObH.




Mykononucaxapupos

Cunagpom Mopkno onvicad B 1929
.

KianuapJyeckvie npuU3HaKN:
OTCTaBaHWMe B POCTE,
nedopMaiysi IO3BOHOYHMKA M
rpyaviHbl, JedpopManms
KOJIEHHBIX CyCTaBOB, KOPOTKas
I1esi Vi Tureprpodpmsa HM>KHeM
YacT¥ JIUIla, 00JIBIIION >KVUBOT.
CMepTh 4allie OT cepaeaHoOmn
maTosiorum 10 20 j1eT.

IlonyiAMoHHas YacTrora
Hev3BeCcTHa




DeHUIKETOHYPHUSI

KinamHanyeckn BriepBble onrcaHa B 1886 r.

Knnandeckye npu3HaKy- HajJiu4due B MOo4e
deHMINMPOBMHOTIPATHOV KMCIO0THI U cJ1aboymmue. B
HOpMe M30BITOK peHWMIaIaHMHA, IIOCTYIIVBIIIEro C
IUINeV ¥ He MCI0JIb30BaHHOTO 1JIA CMHTe3a 0esika, ¢
IIOMOIIBIO YKa3aHHOIO (pepMeHTa peBpamiaercs B
TUPO3UH. Y 00/IbHBIX PeHMIIKETOHYPUN 3Ta
aMMHOKMCJIOTa HaKaruinBaeTcs B KpoBu. IloBeimienme
YPOBHs comep KaHuA dpeHMsIa/IlaHMHA caMo 110 ce0e He
OIIaCHO, HO OHO CTUMYJIMPyeT HeOObITHBIE peaKIiny, B
pe3yJIbTaTe KOTOPBIX B OpraHM3Me HaKaIlJIMBaeTcs
npou3BoaHble peHmnasianHa. OHM ¥ BBI3BIBAIOT
HOBpe>KAeHMsI HePBHOV TKaHV Y HOBOPO>KIE€HHBIX U
pa3BuUTHEe YMCTBEHHOM OTCTAJIOCTH B Ja/IbHEMIIIEM.
IToaToMy ecsiv BOBpeMsi OOHapY>KUTh HaI4dye 3TOM
00s1e3HM Y MCKJIIOYUTH M3 OUIIM peHMITa/IaHNH,
pebeHOK OyneT pa3BMBaThCA HOPMaJIbHO.




1. bosieroT TO/IBKO
MaJIBUMKWV II0 JIMHUU
MaTepu.

2. Poopurtenu mpoOaHga
310POBBI.

3. bosibHOM My>K4YMHa He
repenaer 3a00s1eBaHMe,
HO BCe ero go4depu
SABJISAIOTCA
HOCUTeJIbHUILIAMN.

4. B Opake >KeHIIIMHBI-
HOCHUTEJIBHWUIIBI C
00JIBHBIM MY>KYVMHOM
50% mouepent 1 50%
CbIHOBeN 00JIbHBI.

leHHbLIe 3a00neBaHuNA

1.  HacrnedoeaHue cuensieHHoe € noJyioM

1. bosieroT M1 ABIAIOTCA
HOCUTEJISIMM TOJIBKO
MaJILUMKIA.

2. OT1e11 1 CBIHOBBS 00/ IHHBI
TOJIBKO B cjIydae
ITOMWMHAHTHOTIO IT'eHa.

3. bosibHOM My>K4YMHa He
nepegaer 3abosieBaHMe, U
BCe ero govepm He
SIBJISIFOTCS
HOCHUTEJIbHUIIAMMN.



NMPUMEPbI BOJIE3HEW

I'emodmnmsa

Cunapapom Diepca-/laniio
I'mpponedanns
I1aabTOHM3M



KianuanJyeckme NpusHaAKM:IOI-
" BHYTPY KO>KHBIE
KpPOBOTEUeHMS],
KPOBOWM3JIVSHMUS B KPyIITHbIE
CyCTaBbl, IOAKO>KHBIE M
Me>KMBbIIIIeuYHbIe TeMaTOMBbI,
reMaTypwsi, CMJIbHOE
KpOBOTeUeHMe [IPU TpaBMax.
[IpuunuHa: nedpunT
AaHTUTEeMO(MIBHOTIO
IJ1I00yJIMHA.

Twn HacTegoBaHMa: X-
pereccMBHBIN

ITonynanmonHas yacrora - 1 :
2500 (MasTBUMKOB)




Omvcaxa B 1657 1.

Kinnandeckme nmpmsHakm:
ITUIIePPaACTKMMOCTD
CoOeIMHUTEIbHOV TKaHM
(HapyIieHMe cMHTe3a
KoJIJIareHa); Ko>Ka TOHKas
KaK OyMmara; neperv0aHme
ajIbLieBbIX CycTaBoB Ha 90,
a JIOKTE€BOIO V1 KOJIEHHOI'O
cycraBoB Ha 10 °; mopoxm
BHYTpPEHHWX OPTraHOB.

Twuno HactemoBaHMs: X-
pelieccus.

IHonyiasirimoHHas yacrora - 1 :
100 000




Kiananuyeckvie IpU3HaKN:
yBeJIndeHue o0beMa rojioBbl,
pacuIMpeHue >KeJIyJouKoB
MO3ra; MCTOHYeHMe "
pacxo>KaeHne KOCTeV ueperia,
AVICIIPOIIOPIIVISI MO3I'OBOVI U
JIVIIIeBOV YacTe uepelia,
Kocorjia3ve, yMCTBeHHasI
OTCTA/IOCTh M 3aJdeprKKa
pa3BUTHMsI, pacCTPOMCTBaA
ABVDKEHWM VI KOOpAOVMHAaIIIM,
HMUCTarM, arpodpms 0e10ro
BelllecTBa MO3Ia.

Twvn HacTemoBaHMA: X-pereccus.
ITonyisaumonHas vyacrora - 1 : 2000




Kiananuyeckve mpuU3HaKN:
HEeCIIOCOOHOCTh
pa3jIndaTh IJIaBHBIM
00pa3oM KpacHBIN "
3eJICHbIV IIBeTa

reH JaJIbTOHM3Ma
rmepegaercsa Kak
pelreccMBHBIN,
CIIeIVZICHHBIM C X
XpPOMOCOMOV IIPU3HaK.




XpOMOCOMHbLIEe OOre3Hun

1. XpoMmocoMHBbIe 3a00/1eBaHMSA CBsA3aHBI C
AHOMAJIVSAAMM 9YMCJIa WINU CTPYKTYyPBI XpPOMOCOM.

2. IIpu xkaxxaoM 3a00/1eBAHUM HAOJIIONAETCH TUIIMYHBIN
KapUOTHII ¥ (PEHOTHII MaJIBIVI POCT M BeC IIPpU
PO>KIAEeHUW; YepemHOo-InIeBble TucMopdnn;
YMCTBE€HHAas1 0TCTaJIOCTb; MHOI'OCVCTEMHBIE
IIOpa>KeHVs].

3. XpoMOCOMHBIE 00JIe3HH BCTPEYAIOTCHA
3HAYUTEJIbHO Yalle MOHOTEeHHbIX

(6 -10 u3 1000 HOBOPOKAEHHBIX

4. Tonpko 3-5% HaciiemyrTCA.




NMPUMEPbI BONE3HEW

Cungapom IIpermneBckoro-TepHepa,
Cunapom Jlayna
CHHAPOM «KOIIAYbEr0 KPUKA



Cunapom llIspemeBckoro-TepHepa

KananJyeckvie mpuU3HaKN:
HW3KWUWM POCT, IePBUYIHAA
aMeHopes1, Decrioane, crepThie
BTOpPWYHBbIE I10JI0BbIE
NIpV3HAKV, KPLJIOBUIHBIE
KO>KHbIe CKJIaJKM Ha II1ee,
BpO>KIE€HHBbIe IIOPOKM Cepalia,
TUIIOIIJIa3VsA HOI'TeN,

CHV KEHVE OCTPOThI 3peHM U
cJIyxa, IoIepevHas1 JlaJilOHHas
CKJIaJl -Ka, He3HaYMTeIbHOe
CHVM>KEeHVe YMCTBEHHOIO
pa3sBUTHL.

. Tumn HaciemoBaHMA: MOHOCOMWS
~ X-XpOMOCOMBL.

- TIon JIAIIMOHHAA YacToTa - 2 :
10000




Cunapom /layHa

Ommcaa B 1866 1.
KanHnyeckye npusHaKN:

YMCTBE€HHAasI OTCTAaJIOCTBh,
IIJIOCKOe JIMII0, MOHIOJIOWV -
HBIVM pa3pes IJ1a3, OTKPbITbIN
pOT, KOpOTKNMEe KOHEUYHOCTM,
Iorepevd Has JIagoOHHaA
CKJIaJgKa, IIOPOKM cepalia m1
Karapakra. Hacrora
PO>KOeHMsI TaKVUX JeTen
3aBVICUT OT BO3pacTa MaTepmu.

Twi HaclemoBaHMSA: TPUCOMMS
- 21

IHonyisirimoHHas yacrora - 1 :
500 - 1000




CHHAPOM «KOIIAYbEro KPUKAa»

Ormmicadx B 1963 1.

KauHvdyeckye NpmU3sHaKNu:
HeOOBbIYHBIV IIJIaY,
HAaITOMMHAIOIIM KOIIIaYbe
MsiyKaHbe, MUKpoI1iedanns,
AHTMMOHTIOJIOMIHBIM pa3pe3
IJ1a3, yMCTBEHHasi OTCTaJIOCTh,
JIyHOII000pa3HoOe JINIIO,
aHOMaJIMV BHYTPEeHHMX
opraHos. YmuparotT vaiiie 10 10

JIETHEro Bo3pacra.

- Tu Hac/IemoOBaHMI: MOHOCOMS 5

i p

ITonyianmonHas yacrora - 1 : 45
000




NMHdbopmauma K
pa3MbILLUSIEHUIO

B 1986 200y 6bi0 U38ECMHO B 1992 200y ux yucno
2 MLICAYU HACNEdCMBEHHbIX OonesHel  @pInOC/0 00 MAMU MbICAY

Exeez00H0 6 Poccuu poxdaemes 40 ThICSI HOBOPOXIEHHBIX
200 meicay demel OCTAIOTCS KT
¢ HacriedcmeeHHbIMU 3ab0nesaHusmMy  © BPOXKICHHBIMH IIOPOKaMH

150 mbicay demet, Komopbie
bydym yyumscs ¢ mpydom



[TpUYNHbI U3BMEeHEeHUN B
HacrnencTBeHHOM annapare
yesrioBeka

CnoHTaHHBIE OIIMOKM IIpU
Meno3se 1 permmkanum JTHK

MyTtareHHbIe PaKTOPHI
OKpYy>Kalolllen cpeabl

bimskoponacrBeHHble Opakmu

OO0pas3 >xm3HM OyayIImx
poauresien




UYto Hapo nenartb?

IIpodmaakTuka

Meanko-reHeTuH4eCcKoe KOHCYJIbTHPOBAHUE
pu 0OepeMEeHHOCTH B Bo3pacte 35 JieT u
crapiie, HAJUYUM HACJIeACTBEHHbIX
00J1e3Hel B POAOCTOBHOM .

UcKiroueHne poaACTBEHHBIX OPAKOB.

310poBbIK 00pPa3 KU3HU OYyTyLIMX
poaMTeJIeH. s



JlueTorepanus
3aMecTUTEIbHAS TEepaNus

YiajeHue TOKCHYECKUX NMPOAYKTOB
o0MeHa BellecTB

UckaroueHne HEKOTOPHIX JIEKAPCTB
(0apOuTyparToB, CyJb(haHUIAMUI0B H

ap.)
XHpypruyeckoe jJe4eHme



