HACJNNIEOCTBEHHbIE
BOJIESHUN HEJTOBEKA




eHeTMKa 4enoBeka e

\\ e B 1929 r. coBeTCKUM I'€HETHK,
B\ Hepornaroaor C.H./[aBuaeHko
' OpraHu30Bajl IEPBYIO B MUPE
MEIUKO-TEHETUUECKYIO
KOHCyJbTaluo. OH NEepBbLIM B
MHUPE TTOCTAaBUJI BOIIPOC O
HEOOXOIUMOCTH COCTABICHHUS
KaTajiora reHOB 4eJIOBEKa,
c(hopMyJIMPOBAJI TIOHATHUE O
TEHETUYECKOU TETEPOTrEHHOCTH
HacJIEJICTBEHHBIX 00Ie3HeH
YyeJIoOBEKa.




METOAbl UBYHEHUA TEEHETUKU HEJTOBEKA

Ilomel'llllll poucmnnocn
rEHManbHbIX NoaeH
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1. KnnHnKo-reHeanorn4yeckun metoa
(cocTaBneHne poaocnoBHbIX, NpeanoXxun B1865
r. d.ManbToH).

2. bnnsHeuyoBbIN MeTopA (Npeanoxun B 1875 .
®.[[anbToH).

3. DepmaTornuduyecknmn meton (npeanoxun
B 1892 r. ®.'anbTOH).

- 4. MNonynsAUMOHHO CTaTUCTUYECKUN MeTOop.,

(npeanoxunu B 1908 r. . Xapan n B.BanHbepr).

5. LUutoreHeTu4yeckmum metoa (Npeasioxunnu B
1956 r. [1.Tno u A.JleBaH).

6. Buoxummnyeckmun mertop.
7. MonekynsipHO-reHeTU4ECKUN MeToA



AyTOCOMHO-AOMUHUPYOLLUN TUN

HaclnegoBaHuUsA
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e 1. bonesHb BCTeYaeTCA B KaXX4OM MOKOSEHUN POAOCITIOBHOM.

e 2. CooTHOWEHME BOSbHBIX ManbYMKOB U AEBOYEK PaBHOE.

e 3. bonesHb y roMO3UroT NPOTEKAET TSXKENee, YEM Yy reTepo3unrorT.

e 4.BepoaTtHocTb poxaeHus 6onbHoro pebeHka, ecnvn 6oneH oanH 13

poautenen, pasHa 50%.

e 5. Bo3aMOXHbI cnyyau, koraa 6one3Hb HOCUT CTEPTLIN XapakTep

(HenosiHasi NeHeTPaHTHOCTbL reHa).



MUKPOCOMMUA

e CuHppom nepBou XxabepHoun
Ayru.

e KnunHunyeckune npunsHakm:
OOHOCTOPOHHAS aHOManus
YLHOW pakoOBUHbI U
rMNonsiasns HUXXHEN YerocTu;
aHomMarnuu rnas; nmuo
aCUMMETPUYHO, HapyLleHne
npukyca.

e Twun HacnepoBaHuna: ALl

e [lonynauuoHHaa yacToTa
HEen3BeCcTHa




POBUHOBA CUHOPOM

e Bnepsble onncaH B 1969 r.

e KnunHn4yeckune npusHaku:
Heobbl4HOE CTPOEHME nuua,
yMepeHHasa KaprnKoBOCTb,
rmnonsiasuns nosroBbIX
opraHoB, Makpouedanug,
3MNUKaHT,

e KOPOTKWUMN HOC,

bpaxugakTnnus, BelBUxX 6eapa,
aHoManun pebep.

e Twun HacnepoBsaHuna — A/l

e [lonynauuoHHan 4yacToTa
Hens3BecTHa



BUIIJIbAMCA CUHOPOM

Brnepsble onncaH B 1961 r.
KnnHuyeckue npunsHaku:

e HeobblyHOE NNLIO, HN3KNK
POCT, KOPOTKUMN HOC,
NOsHble LWEeKN, MareHbKas
HUXKHASA YentoCTb,
YMCTBEHHAasi OTCTarnocCTb.

Tvn HacnepoBaHua — All

NMNonynauuoHHasa 4yacToTa
HEN3BECTHaA.




MAP®AHA CUHPOM :

e Bnepsble onncaH B 1896 r.
e KnunHuyeckue npusHaku:

BbICOKMU POCT,
apaxHo4aKTUNunsa, NnoaBbIBUX
XpycTanuka, NopokK
MUTPanbHOro KranaHa,
nocKkocTonue, rmnonnasmns
MbILLIL,.

e Twun HacnepoBaHuAa — ALl

e YacTtoTta HacneagoBaHuSA —
0,04 : 1000.




NOJIMOAKTUITUA

KnnHnyeckmne npusHaku:
CyLLEeCTBYeT ABa BapuaHTa:

T™N A, Npy KOTOPOM
OOMNONHUTESNbHLIN Naney
doyHKUMOHaneH, u Tun B,
Koraa OomnofHUTENbHbIN
naney, HegopasBuUT U
npeacraendeT cobon
KOXHbIW BbIPOCT.

Tun HacnepoBaHusa: Al

NonynauyuoHHaa yacToTa
— o1 1:3000 no 1:650



CUHOAKTUITUNA :

e KnunHn4yeckne npusHaku:
CUHAAKTUIUNA — 3TO
cpalleHune pasfindHbIX
nanbueB KNCTeW u cton. Ha
KMCTSAX Yalle BCero
BCTpe4vaeTcs mexay 3 — 4
nanbLuamm, a Ha ctonax
- Mmexay 2 — 3.

e Twun HacnepoBaHus: ALl

e [lonynauuoHHan yacTtoTa —
1:2500 -3000




OCTEOIEHE3

e KnunHn4yeckme npusHaku:
NoBbILLEHHAs1 MOMKOCTb
TpybuyaTbIX KOCTEN, pedep U
KITHO4YMY NPU MUHUManNbHOW
TpaBme, gedopmaunm
KOHEYHOCTEWN, ronydble cKrepsbl
rnas, «aHTapHble 3y0bI»,
TpeyronbHoe nNuuo, «pblbbn
NO3BOHKN» .PeHTreHonornyeck
N BbISABNSIETCS NCTOHYEHUE
KOCTeMW.

e Twun HacnepoBaHusa: ALl

e [lonynauuoHHaa yacToTa —
7,2 :10 000




IQKTPOOAKTUINUA
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Briepsble onncaH B 1970 .

KnnHnyeckune npusHaku:
Hegopa3BUTME UMK OTCYTCTBUE
OAQHOro UIN HECKOJBbKUNX
nanbLeB KUCTEW NN CTOM.
Bo3morkHa pacLuenunHa ryool u
Heba, ymepeHHasa rmnonnasus
HOrTeW, HenpaBunbHas gpopma
3y00OB, MHOXECTBEHHbIN
Kapuec.

Tun HacnepoBaHusa AA

e [lonynaunoHHasa yacToTa —
1:90 000 -160 000




AXOHAOPOIMNA3UA

»

e KnunHunyeckune npusHakm:
aucnponopuuoHanbHas
KapnukoBocTb (pocTt 120-130
CM) 3a cYeT YKOpO4YeHuUs
KOHeYHOoCTen, bonbLion Yyepen,
KACTU LLUPOKNE U KOPOTKMUe,
YKOpO4YeHue OCHOBaHUA
Yyepena.

e [un HacnepoBaHus: Al

e [lonynaunoHHaa Yactota—1:
100000




BI/ITI/IJ'II/IFO

KnnHnyeckne npusHaku:
YaCcTMYHaa genurMeHTaums
KOXW; nopaxeHne obbI4HO
CUMMETPUYHOE Ha pyKax,
nuue, wee. bonbHble 04eHb
YYBCTBUTENbHbI K Y®-niy4am
(mony4yatoT COSIHEYHbIE OXOrn),
MNOBbILLEH PUCK paKa KOXM.

e Twun HacnepoBaHusa: ALl

e [lonynauuoHHaa yactoTta — 1
: 100.




TMMNEPTPUXO3 («JTIOOU — BOJIKN») .

e KnunHn4yeckune npusHaKku: 4Ype3mMepHbIN POCT BOSTOC HA BCEX YaACTSAX
Tena, kpome nagoHen n nogowB. Co cpeaHux BEKOB
3aperncTpmpoBaHo Tonbko 50 cnydYaeB KOHreHUTasribHOro
rmnepTmnpxosa. Apyrnx oTKNoHeHNN B pa3Bumn HeT. JlokarnbHbIN
MNePTPUX03 MOXET OTMeYaTbLCA NPU HapyLeHUn obMeHa BELLLECTB.

e Twun HacnepoBaHusa: ALl. MNonynayuuoHHasa YyacToTa HEN3BECTHa.

' Ab6nan n3
i KazaxcraHa
el %)




AyTOCOMHO-peLeCcCUBHbLIN TUN HacnenoBaHUA

e 1. bonbHoON pebeHoK poxaaeTcs y KNMHUYECKN 300PO0BbIX
poauTenen.

e 2. bonetT cnbceel, T.€. OpaTha U cecTpa.

e 3. O6a nona nopaxarTca OgMHAKOBO.

e 4. Yauwe BcTpevaeTca Npu KPOBHO-POACTBEHHbLIX bpakax.

e 5. Ecnn 6onbHbl 00a cynpyra, To Bce et 6yayt 60nbHbIMM.
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AXOHOPOI'EHES

KnnHuyeckue npusHaku:
BOASIHKA nnoja, pe3koe
YKOpOY€eHMe KOHEYHOCTEN,
leu n Tynosuwa, bonblune
pa3mepbl Yepena.
PeHTreHonorn4yeckmu
BbISIBJIAETCSH YKOPOYEHME
pebep n oTCcyTCTBUE
Kanbuudmkayumm Ta3oBbIX
KOCTEN N MOACHUYHbIX
NO3BOHKOB.

Twun HacnepoBaHus: AP

NonynauyuoHHaa yacToTa
Hen3BecTHa



AOPEHOMEHUTAJIbHbIA CUHOPOM

e KnunHn4yeckne npusHaku:
XXEHCKMN ncesgorepmadpo —
OVUTU3M, NOBbILLEHHAas
cekpeuunsi ropMOHOB KOpbl
HaANO4Ye4YHMKOB; rmnepTpodus
KnuTopa 1 rmnepnurmeHTayms
reHuTanbHon obnactu,
BHYTPEHHME MOSI0OBbLIE OpraHbI
cdhopmMmnpoBaHbl NMPaBUSbHO,
paHHee MnonoBoe Co3peBaHMe.

e Tun HacnepoBsaHus: AP

e [lonynauuoHHaa yacToTa
Hen3BeCcTHa




PACLUEJIMHA TYbBbI

e KnunHn4yeckne npusHaku:
pacuiennHa rybol/Heba,
MUKpoLedanuga, Lmpokagd
nepeHocuua, 4acTo 3MMKaHT U
Tenopuam, gedopmanmm
nepBbIX NanbLEB KACTEN,
NCKpPUBIIEHNE HOCOBOW
neperopoaku n aHomanmu
3y0oB.

e Tun HacnepoBsaHus: AP

e [lonynaumoHHasa yactota — 1
: 1000




YEPEN B ®OPME TPUITUCTHUKA

e KnunHn4yeckme npusHaku:
XapakTepHasa doopma vepena
(BO3HMKaeT BCreacTBue
BHYTPUYTPOBHOro 3apacTaHus
LLIBOB) M nnua, BbICOKUM 1106,
NTO3, KIMHOBOBUOHbLIN HOC,
aHTUMOHIOJIONOHbIN pa3pes
rnas. Yacrto BcTpeyaeTcs B
coyeTaHum c Apyrumm
aHoManuamu.

e Tun HacnepoBsaHus: AP

e [lonynauuoHHan yacTtoTa
Hen3BeCcTHa




HYHAH CUHOPOM o

e Bnepsble onucaH B 1928 r.

e KnunHuyeckue npusHaku: rmnepTenopunsm, annkaHT, HU3KO
NoCa)eHHble yLUW, HapyLueHWe Npukyca, aHTUMOHIONOUAHbLIV
pa3pes rnas, KpUNTopXxXm3m, aHoManumm rpyaHou KneTkn, HU3KUm
POCT, NOPOKN cepaua, YMCTBEHHAA OTCTANOCTb.

e Tun HacnepoBaHua: AP ; lNonynaunoHHas YyacTtoTa Hen3BeCTHa




KOKKEUHA CUHOPOM

e Bnepsble onucaH B 1946 r.

e KnunHn4yeckne npusHakum:
HMU3KOPOCHOCTb,
cTapoobpa3sHoe nuuo,
MUKpoLedanuda, YMCTBEH -
Has OTCTanocCTb, AereHepa -
UMa cetyaTku, gedpopmanmm
CyCTaBOB, KuresnaHagd
rpygHasq KneTtka, Tpemop,
aHOpEeKCUA, KpUNTOPXU3M.

e Twun HacnepoBsaHus: AP

e [lonynsiuMoHHasa yacToTa
HensBecTHa




MYKOMOJIMCAXAPMOO3 e

e CuHppom Mopkuo onmcaH B

1929 .

KnnHnyeckne npusHaku:
OTCTaBaHMe B POCTe,
nedopmMaumns No3BOHOYHMKA U
rpyaviHbl, gedopmauns
KONEHHbIX CyCTaBOB, KOPOTKas
lwed u runepTpodPumsa HUXKHen
YyacTun nuua, 0onNbLLIOW XXUBOT.
CmMepTb Yalle OT cepaeyHom
natonormm go 20 ner.

Tun HacnepoBaHus: AP

NonynaunoHHana yacToTa
Hen3BecTHa



XPOMOCOMHbIE BOJIE3HW

KAPNOTUI LIEJ'IOBEKA?
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e XpPOMOCOMHbIe 3aboneBaHus
CBS1I3aHbl C aHOManMsamMm Ynucna
NN CTPYKTYPbl XPOMOCOM.

e [1nsa HUX XxapaKkTepHOo: ManblIi
POCT 1 BEC NPU POXOEHUN;
YyepenHo-nuueBble AUCMopdUU;
YMCTBEHHas OTCTanocTb;
MHOFOCUCTEMHbIE MOPaXKEHUS.

e Tonbko 3-5% HacnenytoTcA.



POLOOCJIOBHAA C X-CUETNJIEHHBIM
TUMNOM HACIEOOBAHUA
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e 1. bonelT TONLKO Manb4Ynky No INHUN MaTepu.

e 2. Poantenu npobaHaa 300pOBbI.

e 3. BonbHOM My)X4MHa He nepeaaeT 3aboneBaHne, HO BCe €ro
fo4epu ABNAKTCA HOCUTENBHULAMM.

e B Opake XeHLWUHbI-HOCUTENbHULbI C D0NBbHBIM MYX4YKMHOU 50%
noyepen n 50% cbliHOBeW BOSbHbI.



KnnHn4yeckne npusHaku: ysennyeHue
obbema ronosbl, paclmpeHme
Kernyao4ykoB MO3ra; UICTOHYEHME K
pacxoxaeHue Kocten yepena,
ancnponopums Mo3roBon U nuueBoun
YyacTewn Yepena, Kocornasue,
YMCTBEHHAsi OTCTaroCTb 1 3adepKKa
Pa3BUTUA, paCCTPOUCTBA OABMXEHNN U
KoopAuHauun, HACTarm, atpodums
6enoro BewecTsa Moara.

Tvn HacnepoBaHUA: X-PeELECCUB.
NMonynsaunoHHasa yactoTa — 1 : 2000



FTEMO®UIINA A :

e KnunHn4yeckme npusHakun:noa-
N BHYTPU KOXHble
KPOBOTEYEHUSA, KPOBOUINMNAHUSA
B KpPYMHbLIE CyCTaBbl,
NOAKOXHbIE U MEXMbILLEYHblEe
remaTtombl, remaTypus,
CUNbHOE KPOBOTEYEHME MpU
TpaBmax. [puynHa: gedpu- uut
aHTUreMouIIbHOro
rmobynuHa.

e Twun HacneaoBaHuA: X-
pPeLEeCCUBHLIN

e [lonynauuoHHaa yactoTta — 1
: 2500 (Manb4yurKkoB)




CUHOPOM OAYHA (TPUCOMUSA 21) | ¢

e OnucaH B 1866 .

e KnunHuyeckue npusHaku:
YMCTBEHHas OTCTarioCTb,
NIOCKOE NnLUO0, MOHIrorounsa -Holw
pa3pes rnas, OTKPbITbIN POT,
bpaxuuedanus, KOpoT- Kue
KOHEYHOCTHU, Nonepey -Has
nagoHHas cknagka, nopoku
cepdua u Katapakra. HYacrtora
POXOEHUSI TAKNX AETEN 3aBUCUT
OT BO3pacTa MaTepmu.

e Twun HacnegoBaHUA: TPUCOMUS
21

e [lonynsaumoHHasa yactoTta — 1 :
500 - 1000




CUHOPOM KNAUH®ENBLTEPA (47, X

e OnmcaHs 1942r.

e KnuHu4eckme npusHaku: BbICOKUIN POCT,
XPYNKOEe TENOCIOXEHWE, rMMonnasus andyexk,
nMmnoTeHuusa n becnnogue, HabyxaHue
MOJIOYHbIX Xenes, LWMPOKNIA Tas,
nonepeyHasa nagoHHasa cknagka, y B3pocCribiX
HabnogaeTca OXXUPEHNE N CKITOHHOCTb K
ankoronimamy, He3HaunTEeNbHOE CHUXEHNE
YMCTBEHHOIO pa3BUTUSI.

e Tun HacnepgoBaHuA: XXY cUHOPOM

e [lonynauuoHHaa yactota — 1 : 1000
Manb4nKkoB




CMHOPOM LUEPELWLUEBCKOI'O-TEPHEPA (XO -

CUHOPOM)

KnnHnyeckne npusHakun: HU3KNU
POCT, NepBUYHaa aMeHopes,
becnnogue, CTepTble BTOPUYHbIE
NofoBble NMPU3HaKKU, KPbINOBUAHbIE
KOXHbI€ CKINagKu Ha Luee,
BPOXXOEHHbIE NOPOKK cepaua,
rmnonnasnsa HOrTen, CHMKEHME
OCTPOTbI 3pEHUSA N CIyXa,
nonepeYHasi nagoHHas cknapg -ka,
HEe3HauYNTENLHOE CHMXKEHMUE
YMCTBEHHOIO pa3BnUTUS.

Twun HacnepoBaHUA: MOHOCOMMUSA
X-XpPOMOCOMb!.

NMonynaunoHHasa yactota — 2 :
10000



CUMHOPOM NATAY (TPUCOMUA 13)

e OnucaH B 1961,

e KnunHn4yeckne npusHaku:
MUKpoLuedanud, pacuienne —
Hue rybbl n Heba,
NoNVAOaKTUNKUSA, y3Kas rnasHas
LLiEeNb, 3MNKAHT, NMOPOKK
BHYTPEHHNX OPraHoB.,
rmnonfasnsa Hapy>XHbIX MOJSIOBbIX
opraHoB; 95% ymupatot go 1
roga.

e Tun HacnepoBaHUA:
Tnpmcomma 13

e [lonynsauyuoHHaa yacTtoTa- 1 :
7500




CMHOPOM KOLUAYBEI'O KPUKA 000

(MOHOCOMMUA 5p)

OnuncaH B 1963 .

KnnHnyeckne npusHaku:
HEeOoObIYHbIX NNay, HaNnOMUHAaKLLINA
KoLlavybe MsAYKaHbe,
MUKpouedanug,
aHTUMOHIONIONOHbIN pa3pes rnas,
YMCTBEHHas OTCTaroCTb,
nyHonoobpasHoe Nnuo, ANNUKaHT,
rmnepTenopusm, aHomanmu
BHYTPEHHUX OPraHoB. YMuparoT
yawle o 10 neTtHero Bo3pacrTa.

Twun HacnegoBaHUA: MOHOCOMUSA 5

P
NonynauuoHHaa yactota— 1 : 45
000



CUHOPOM 3JIEPCA-OAHNO

e OnucaH B 1657 .

e KnunHn4yeckme npusHakum:
rmneppacTaXMMocCTb
coeUHNTENbHOWN TKaHU
(HapyLleHne cuHTesa
KonfareHa); KoXka TOHKaga Kak
bymara; nepermnbaHue
nanbLueBbiX cycTtasoB Ha 90, a
FNTOKTEBOrO U KOSIEHHOrO
cyctaBoB Ha 10 °; nopoku
BHYTPEHHUX OPraHoB.
CyuwiecTtByeT 8 TUNOB.

e Twun HacneapoBsaHuUsA: X-
peueccuB., All, AP

e [lonynAaunMoHHasa 4yacTtoTa —1:
100 000




MPOINEPUA

e OnucaHa s 1886 .

e KnuHUYecKMe NnpusHaKu: peakoe reHeTndeckoe 3abonesaHune, yCcKo-
psatouiee npouecc ctapeHud B 8-10 pas. [letn ymupatot B 13-15 ner
Nocre HeCKOJTIbKMX MHJDAPKTOB N MHCYIIbTOB APSAXMbIMU CTapuUKaMu.
bonesHb Bbi3biBAaeT MyTaHTHbIN reH LMNA, oTBe4vatowmn 3a CUHTES
oenkoB Lamin A,B,C, HeobxoamMbIxX ANA COeAUHUTENBbHON TKaHW.
HacTynaeT ToTanbHas anoneuuns, Ha KoXe Yyepena BblpaxeHa
BEHO3Hasd CeTb. Tun HacriegoBaHUA 1 NONYNsILMOHHANA YacToTa
HEN3BECTHbI



