


[Mporpecc Haykm UM TEXHUKM NOOBEpPraeT COBPEMEHHbLIX IAEeN CyLECTBEHHO
6onblIMM puckaM HebnaronpuATHOM U3MEHYMBOCTU. DUBNYECKME, XUMUYECKME WU
6uonormyeckne (BUPYCHblE) MyTareHbl MOryT HEeCTM CEepbe3Hyl yrposy Ans
reHeTU4YeCKoOn CTPYKTYpbl nonynsaunmn B byayLiem

- 9TO Hayka O HacneacTtBeHHOCTU. B CBOEM UCTOPUYECKOM
pasBUTUM OHa npowa ChNoXHbIM NyTb, HO XX BeK O3HaMeHoBarcs
BblOAOWMMNCA OTKPbITUAMWU W TEXHONMOINMYECKUMU OOCTMXKEHMAMU. B
pesyrnbraTe 3TUX OTKPbITUA NOABUNUCL FEHETUYECKNE TECTbI, NO3BONAOLLME
BbIABUTL lEHbl, npeapacrnofiararowme u sapnsowmecs npudnHON MHOTUX
BPOXXOEHHbLIX U HACNeaCTBEHHbIX 3aboneBaHum

B 1929 r. coBeTCKHM IreHETHK,
HEBPOIATOJIOT

OPraHM30BaJI IEPBYI0 B MHUpe
MEIUKO-TeHETUHYECKY IO
KOHCYJbTanu. OH nepBbIM B MHpe
MOCTABUJI BOIIPOC 0 HEOOXOAUMOCTH
COCTABJICHHMS KAaTaJiora reHoB
yesi0BeKka, chopMyTHMpPOBaJ NMOHSTHE
0 TeHETUYeCKOM reTepoOreHHOCTH
HACJIeACTBEHHBIX 00J1e3Hel

b (23 (1):13) 0




= MHorme mytauum reHoB 1 NpakTU4YeCKN Bce abeppauum XpoMOCOM HEGNaronpuUsiTHbI
Kak Ans MHanBmnaa, Tak 1 Ans nonynsauun; 6onbLLIMHCTBO XPOMOCOMHbIX abeppauni
ryouT 3uroty B nepuon aMOpnoHanbHOro pasBmuTmS, MeHbLIAs YacTb TaKUX 3UrOT
O0XUBAET 00 POXOEHUSI U NPOAOIKAET CyLLEeCTBOBaTbL Aanblie, HO NopaXXeHHbIe
NauneHTbl CTPaaatoT TSHKENbIMU BPOXAEHHbIMI NOpPokaMn. MeHHble MyTaLumn 4acto
BeOYyT K BPOXXAEHHbIM 3a00neBaHnaM C NPOCTbIM TUMOM HacneagoBaHUs UMK K
aedektam B MynbTudakTopmanbHbIX FEHETUYECKUX CUCTEMAX

= CyllecTByeT Takoe NoHATUE, KakK Kyda BXOOAT:
- CyNpY>KecKne napbl, UMeKLLne HacrnencTBeHHble CeEMeNHble 3aboneBaHus;

- KPOBHOPOACTBEHHbIE DpaKu;

- XKEHLLVHbI ¢ HebNaronpUATHLIM aHaMHE30M: MeloLLIME NOBTOPHbIE BbIKMAbILLN,
poxaeHne MepTtaoro pebeHka, 6ecnnogne 6e3 yctaHOBNEHHOW MEOULIMHCKON
NPUYUNHBI;

- BO3OencTBME Ha byayLumx poautenen HebnaronpmaTHbIX oakTopoB: pagnauun,
ONNTENbHbBIM KOHTAKT C BPeAHbIMU XUMUYECKMMM BELLLeCTBaMN, YyNoTpedneHme B
nepuo 3a4aTtus NekapcTB C TepaTOreHHbIM JEUCTBUEM, T.€. BbI3bIBAOLLMMMN
ypoacTea nroaa;

- XeHLWMWHbI cTaplie 35 1 MyX4duHbl nocne 40 nert, T.K. B 3TOM BO3pacTe pUCK MyTaLum
B reHax Bo3pacTtaeTt

= /13BeCcTHO,4TO camoe adhPeKTMBHOE CPeaCTBO OOHAPYKEHNS aHOMAIMN XPOMOCOM-
aTo



= K HacTosawemy BpemeHn onucaHo ceblle 3500 HacneacTBeHHbIX 3aborieBaHUM.
Okono 5-5,5% geten poXxgarTcsl ¢ HAcNeaCcTBEHHOW NN BPOXKAEHHOM
natonornein. NonosBmHa cnoHTaHHbLIX abopToB 0DYCoOBIEHA rEHETUYECKUMMU
npninHamn. He meHee 30% nepuHaTanbHOW N HEOHATaNbHOW CMEPTHOCTH
obycnoBneHo BpoXxaeHHbIMU nopokamn passutua (BINP) n HacneacteseHHbIMA
BonesHsMu ¢ Apyrumm NpPosiBEHNAMMU

= C reHeTn4eckor TOYKM 3peHnst Bce 60nesHn B 3aBUCUMMOCTU OT POIu
HacneACcTBEHHbIX U CPeAoBbIX (DAKTOPOB B UX Pa3BUTUM MOXXHO pasfaennTb Ha 3
rpynnbi:

= 1) 7 (remodounus,
doeHUNKeToHYypUs1, MyKkoBmncumaos, bonesHs [ayHa n ap.)

= 2) . Ix B cBOIO oYepenb
MOXHO pasfennTb elle Ha ABa BuAa:

a)bonesHun, HacneaCcTBEHHOCTb MPU KOTOPbIX SBASETCA 3TUONOrndeckum doakTopom,
HO ANg UX NPosiBNeHna HeobxoaMmMo OeNUCTBME COOTBETCTBYHOLLEro hakTopa
BHeLLIHeW cpeabl (HanpumMmep nogarpa, anader)

6)0onesHn, aTnonorndeckumMmm doakTopamm rnpu KOTOpbIX SBMASKOTCA CpeaoBble
BNUSAHUS, OQHAKO YacToTa BO3HUKHOBEHUS U TSXKECTb TedeHns 6one3Hen 3aBncar
OT HacneacTBeHHOW NpeapacnonoXXeHHocTn. K Takum 60ne3HsiM OTHOCATCS
aTepocKrepos, rmneprtoHnyeckasa bonesHb, a3BeHHasa 6bonesHb, ncopmnas un ap.

= 3) bonesHn, B NpONUCXOXOEHUN KOTOPbIX
.(3T0 TpaBMbI, OXXOr1, NHPEKLUNOHHbIE BONE3HN)



METOAbl N3YHEHUA TEEHETUKW
YEJIOBEKA

1. KnMHnkKo-reHeanorn4yeckmu mertopn
(cocTaBneHue poaocrioBHbIX, NpeanoXxun B1865
. ®.[anbTOH).

2. bnnsHeuyoBbIn meToA (Npeanoxun B 1875 .
®.[anbToH).

3. OepmaTtornucdpmnyeckumn mertoa (Npeanoxun B
1892 1. ®.[anbToH).

4. MonynAUNOHHO-CTaTUCTUYECKUN MeTo
(npeanoxwunu B 1908 r. I Xapan n B.BanHoepr).

5. LUntoreHeTnyeckuun metopn (NpeasrioxXunn B
1956 r. [1.Turo n A.JleBuH).

6. Buoxumunuyeckum merton.
7. MoneKkynapHoO-reHeTU4YeCKUnN MeTop,




KnuHuko-reHeanornyeckum mertopn

. - 3[10POBbIN MYXX4MHa (6onbHOW -

) u

- 300poBas XeHLwmHa (bonbHas - Q)

ﬁ b i ‘ - netun (cubcehbl)

- bpak; npobaHp - .

™

MeToa cocTouT U3 3-X 3TANOB:
1. Cbop cBegeHun o ceMbE.
2. CocTaBrneHne poaocnoBHOM

3. [eHeanormyecknm u
reHeTu4YeCcKknn aHanms.

COop AaHHbIX HAYMHAETCA C
npob6aHaa - YernoBeka,
POOOCIIOBHY KOTOPOro HY>HO
cocTaBuTb. bpartbs n cectpa ero
Ha3bIBAOTCA CUOCHI.

[lna coctaBneHnsa pogocrioBHOW
NPUMEHSIIOT YCITOBHbIE
obo3HayeHnsa u genarot
rpadmyeckme nobpaxeHus.



BbrnnsHeuoBbLIU MeTOoq

KoadpchvumeHT HacneacTBeHHOCTU:

Mb - b
100 - Ab

H =

, rae

MB — % cxogcTtBa Yy MOHO3UMOTHBIX

Onn3HeLoB 5

OB — % cxoncTtea y AM3UTOTHBIX
Onn3HeLoB

N \

BnunsHeusbl ¢ rMa3o-KOXHbIM aNnbOUHN3MOM

[BonHun BCcTpeyatoTca 1/84
HOBOPOXAEHHbLIX, 1/3 N3 HUX —
MOHO3UIroTHbIe (O4HOSNLOBbIE —
Grn3Heubl), ocTarnbHble - AU3UTOTHbIE
(OBYySIMLOBbIE — OBOMHSILLIKK).

CxogHble npusHaku y ornmsHeuos
Ha3bIBalOTCA — KOHKOPAAHTHbLIMM.

MeTon ncnonb3yeTcs anst OLEHKU
CTENEeHn BNUSHNA HacneaCcTBEHHOCTU U
cpenbl Ha pasBUTUE NPU3HAKOB.
[TOCKONbKY Y MOHO3UTOTHbIX BrM3HEL OB
rEHOTUM OAMHAKOB, TO pa3nnyns
NOSABMSAOTCS B pesyrnbraTe BIINAHUS
cpeabl ooutaHus (H — meHee 0,5). 10T
METOA NO3BOMNIT YCTAHOBUTb
HacneacTBEHHO-NPEeAPAaCNONOXEHHbIE
bonesHn: Tybepkynes, LWN3ogpeHno,
YMCTBEHHYO OTCTaNoOCTb, CaxapHbIN
anabet u ap.



KoadbpuumeHT nutennekta, unm |Q, no3BonsieT KOSIMY4ECTBEHHO U3MEPUTb
reHeTn4eckn obycrnoBrieHHble YMCTBEHHbIE CNOCOBHOCTM ntoaen ( Yy AN3UTOTHbIX
6rnnsHeuoB cnaboymue : H = 0,25, a y MOHO3UIOTHbIX — 0,95)

Kraccudmxaipis maaedi no snasero | Q (U Maprun Kanamxax
Buwn, 1966, c1p. 536). y s
6awi 1Q | pynna g f;‘;\_:p
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OepmaTtornudgpuyeckmn metoa

= B reHeTuke ncnonb3ayroTca pasgensl:
AaKTunockonus (puc. Ha
nogyLleykax nanbLues),
nanbMocKonus (puc. Ha NagoHsX) U
nrfiaHTockonus (puc. Ha noaoLlBe).

=« Pasnuyatot 4 TMna y30poB.:
A — ayrn (6%), L — netnu (60%),
W - 3aButkun (30%), S - pncyHok
(4%)

= Ecnnnposect nuHnm ot an d k t,
TO oDOpasyeTcs NMagoOHHbIN YroJ
(Tppagunyc), KOTOpbIM B HOPME He
OOIMKEH npeBblwaTtb 57°.
Y [layHoB yrosn paBseH 89° u Bhbille, a
2 NnagoHHble nornepeyHble NUHUU
CINMBalOTCA B OHY.

= [10 NMHUAM PYK MOXXHO YCTaHOBUTb
oonee 100 HacnegCTBEHHbIX

BonesHb [layHa: nuuo bonesHen.
GonbHOro n nagoHbL (6)




LinToreHeTnyeckmn merton

SNS Zlonp i ie S (e l= BNl « B 1956 r. wBea. ydeHble . Tuno u A JleBuH
paspaboTtanu meTon KynsTUBUPOBAHUS
4yesioBe4YeCKnX JIEMKOUMTOB U OCTaHaBNMBaThb UX
aereHve B ctagum metagasbl C NOMOLLLHO
KOSIXUUMHA. 3TO NO3BOSMIUMO TOYHO U3YYUTb
KapuoTun Yyenoseka. Y venoseka 23 napbl
XpOMOCOM U 24 rpynnbl cuenneHuns (22 B
ayTocomMmax 1 ase B nonoBbiXx — XX n XY).
AyTOCOMHbIE XPOMOCOMbI AeNATCA Ha 7 rpynn
(HOMepa uayT OT KpynHbIX K Meniknum): A, B, C —
KpynHble; D, E — cpeaHue u F, G — mernkue.

KKK RRKA K

AA ah 4}

[TonioBble XPOMOCOMBbI
camble KpynHble. MHorve
reHbl B X-XpOMOCOMe He
MMEKT rOMOSIOrMYHOIo
yyacTKka B Y-XpoMocome

LinToreHeTn4yecknit meTos no3BofAET YCTaHOBUTL
XPOMOCOMHbIE 6onesHn Yyernoseka (MOHOCOMUU, TPMCOMUM,

aeneunn v ap.)




HACJIEACTBEHHBIE BOJIE3HHU

I'EHHBIE

MYJIbTH
MOHOI'EHHBIE IHOJIMI'EHHBIE DPAKTOPHAJID -
HBIE

A -JOMUHUPYIOLINE

A - PEHECCHUBHBIE

X - CHEIIVIEHHBIE

Y - CHEIIVIEHHBIE

XPOMOCOMHBIE

N3MEHEHUE
YUCJIA
XPOMOCOM

MOHOCOMMs

TPUCOMMUA

XPOMOCOMHBIE

INEPECTPOUKH



3aboneBaHusi, 00yCnoBneHHbIE UBMEHEHNAMU YNCTIA U CTPYKTYPbI
XPOMOCOM(r€HHbIE U XPOMOCOMHbIE MyTaLMN COOTBETCTBEHHO),
Ha3bIBalOTCH Yem Borblue XpOMOCOMHOIo matepmnana
BOBMNEYEHO B MyTaLUIO, TEM paHblLLe nposiBndeTca 3abonesaHne n Tem
3Ha4nTENbHeE HapyLweHUsi B PU3NYECKOM N NCUXNYECKOM Pa3BUTUMN.

3aboneBaHus, 00yCrioBiEHHbIE UBMEHEHNAMU CTPYKTYPbl Monekynbl [JHK
(reHHble MyTaunKn), HasblBaloTCH _PeHOTUNNYECKN FrEHHbIE
MyTauum MOryT MPOSBAATLCA HA MOSIEKYNAPHOM, KNETOYHOM, TKAHEBOM,
OpraHHOM N OpraHM3MeHHOM YPOBHAX. [ €@HHble MyTaLuMn HacnegyrTca no
3akoHam MeHgens.

[na HacnencTBeHHbIX OOE3HEN XapakTEPEH KIMMHUYECKNI NONUMOPAU3M.

TepMUHbI n He
SBMNSAOTCA CUHOHMMaMU, TaK Kak BPOXAEeHHbIE O0e3HN(NPOoABAIOLLNECS C
MOMEHTa POXOEHMA) MOTyT ObITb OOYCNOBNEHLI Kak HacneaCcTBEHHbIMU, TaK
N cpegoBamMu TepaToreHHbIMn cbakTopamun(cndomnnunc, KpacHyxa). B 1o xe
BpeMS He BCe HacneacTBeHHble 60Me3Hn ABMAITCA BPOXKAEHHBIMA
(BeposATHOCTb, nx okono 50%). HekoTopble 60ne3Hn NpoABSAOTCA B
aeTckom Bosdpacte(muonatusa JioweHHa, remodounnus), opyrune- B 3periom
(MMOTOHMYECKast ANCTOHUS, Xopesd [EeHTUHITOHA) U JaXKe B MOXUIIOM
(6onesHb Anburenmepa)

B ocHOBY reHeTM4eckon knaccudunkaumm HacneacTBeEHHbIX 3aboneBaHum
NOroXeH . TUN MyTauun U xapaktep
B3aMMOAENCTBUSI CO Cpeaon



AYTOCOMHO-IOMHUHAHTHOE HACJICIOBAHUE

=] C)
a

S5

10 11 12 13 14 15 16

DTOT TUI HACJIEAOBAHMUS JIEKUT B OCHOBE psjia 3a00JI€BaHHUI,
CONPOBOXKIAIONIMXCS HAPYIICHUEM CUHTE3a CTPYKTYPHBIX OCJIKOB U OEJIKOB,
HeCyIUX crenuduieckue GyHKIUHU, HATPUMEP TeMOITIOOMHA.

bonbHBIE MAIBYMKN U JEBOYKH POKIAOTCS C OIMHAKOBOM 4YaCTOTOM;

[lepenatoTcst U3 MOKOJIEHUS B OKOJICHUE. Y OOJIbHOTO peOeHKa
00s13aTeJIbHO OO0JIEH OJINH U3 POJIUTEINICH.

Ecnu OoneH oguH U3 poauTENeH, 1075 MOPAKEHHBIX JETEH COCTABIISIET
puMepHO 50%. Y 3M0pPOBBIX YWIECHOB CEMBU POXKIAIOTCS 3I0POBBIC JCTH.

Hacnenyrorcs Bcerma, He3aBUCUMO OT MoJia PpeOCHKA U 110J1a 00JIBHOTO
POIHUTEIIA.



OcHoenble nOHAMUA,UCROIb3YEMbLE NPU
xXapaxkmepucmuke 3a0071e6aHUII

Inukanm (InUKaHmyc) - BEpTUKAIbHAS CKJIaJIKa KOXKH MOIYITYHHON (POPMBI,
MPUKPBIBAIOIIAs BHYTPEHHUH yroJ IasHou menu. Habmonaerca B Hopme y
MPEICTABUTEIIE MOHTOJIOUHOW packl. Hainuue snrkanTyca y NpeacTaBUTENIEH APYyTrUuX
pac SBJISIETCSI BpOXKICHHON aHOManueil. [1o Mepe pocTta peOeHKa SMUKAHTYC MOMKET
YMEHBIIATHCSA U JAXKE UCUE3HYTh.

T'unepmpoghua — yBennyenne o0bEMa U MacChl OpraHa, KJI€TOK MO BIUSHUEM
pa3M4HbIX (GakTOpoB. [ uneprpodus MoxkeT ObITh UICTUHHOM U JTOXKHOU. [Ipr moxHON
runepTpodun yBeJIndeHue opraia 00yCJIOBICHO YCUJIEHHBIM Pa3BUTHEM KUPOBOM TKaHHU.

Jlucmophua— ncuxudeckoe pacCTpOMCTBO, MTPU KOTOPOM YEIIOBEK YPEZMEPHO
00€CITOKOEH U 3aHAT HE3HAYUTEIIBHBIM J1I€()EKTOM MJIU OCOOEHHOCTHIO CBOETO Tela.

bpaxuueghanua (KopoTKOTr0a0BbIN) — (hOpMa roJI0BbI, OTINYAIOIIASICS BEICOKHUM
OTHOIIEHWEM MOKa3aTeJisl HAMOOJIbIIECH IIIMPHUHBI TOJI0BBI HAMOOJBILIECH JJIMHE.

Hucmazuzm — HepOU3BOJIbHbBIE KOJICOATEIbHBIC ABMKEHMS [JIA3 BLICOKOW YacTOTHI (J10
HECKOJIbKHX COT€H B MUHYTY );IIPEJCTAaBISICT COO0M pPUTMUYHBIE JIBUKECHUS INIA3HBIX
S0JI0K.

Konoboma éex — nedext peCHUYHOTO Kpasi BeKa B BUJIE TPEYTOJIbHOU BHIEMKHU.

Boosanka nnooda nposiBISIETCST aHACAPKOW(pacpOCTPAHEHHBIM OTEK MOAKOKHOM
KJIETYATKW) U CKOTUJIEHUEM KUJIKOCTH B IOJOCTSIX TeJa.

Femamypuﬂ — HAJINYHC KPOBU B MOYC CBCPX BCIINYUH



Axpouedaius - BbICOKUI
«OaleHHbIN» Yyepen

AJionenus — CTOUKOE WU
BPEMEHHOE BBITIaJCHHUE BOJIOC

AMeEHOpest — OTCYTCTBHUE
MEHCTPYaJIbHOTO IIUKJIA

AI1a3ust — IOJHOE OTCYTCTBHUC
oprana ujin 4aCTu €ro

ATpe3us — OTCYyTCTBUE KaHAJIA
WJIN €CTECTB. OTBEPCTHUM.

APaxHOAAKTHJIUSA — HEOOBIYHO
JUIMHHBIE ¥ TOHKHUE TaJbIIbI.

bpaxugakruiaus —
YKOPOYEHUE TAJIBLIEB.

BuTuanuro — ouaronas
JIEMMUTMEHTAIIAS KOXMU.

I'vnepresopusm —11MpOKO
paccTaBICHHBIE TJI1a3a.

I'nnepTpuxo3 — M30BITOYHBIN
pPOCT BOJIOC

I'unoruia3usi — HeI0pa3BUTHUE
opraHa

I'mnmoronaausm —
HEIOPA3BUTHUE TTOJIOBBIX KEJIE3

Kpunropxusm —oTcyTCTBHE
OJIHOTO WJIA 000UX IUUEK
Maxkpouedaaus — 4ype3MeEPHO
OoJIbIIIas TOJI0BA

Mukporeausi —Manblie
pa3Mepbl HXKHEW YEJTFHOCTH

Muxkpouedanus — Majbie
pa3Mepbl TOJIOBHOTO MO3ra

HOJII/II[aKTI/IJII'IH — YBCIIMYCHUC
KOJIMYCCTBA I1aJIbIICB

IIporenust —upe3mepHoe
PA3BUTHE HUKHEN YEITFOCTU



IIporepusi — npexaEBPEMEHHOE
CTapeHHE OpraHnu3Ma

IITepuruym — KpbUIOBUIHBIE
CKJIAJIKU KOXKHU

IITo3 — onylieHre BHYTPEHHUX
OpraHoOB WJIM BEKA

CvHIAKTHIIMSA — CpaIllCHUE
COCEIHUX TaJIbIICB

Crtpabusm — xoconiazue

TejiekaHT — 1arepajbHOE
CMENICHUE BHYTPEHHUX YIVIOB V143

Tpemop - 1pokaHUE€ KOHEYHOCTEM,
TOJIOBBI U J1a)K€ BCETO Tela

IHOPTAIBM -
ITyOOKOMOCaKEHHBIE T71a3a

IK30(TAIBM — CMEIICHUE
IJ1Ia3HOTO SI0J10Ka BIIEpE,
COITPOBOXKIAIOIIIEECS
pacCIIMPEHUEM [TIA3HOW IIEIIHN.

AHOpEKCHUS - YMEHBIICHUS
amreTuTa.

I'emaTomMa - 11010CTh, 3aIIOJTHCHHAS
KPOBBIO



MHUKPOCOMMUA

« CuHapoM nepBoi ;kabepHOH
AYIH.

» KiMHHYeCcKHe NPU3HAKHU:
OIHOCTOPOHHSA aHOMAJIUA YIITHOU
PAKOBUHBI Y TUMOTLIA3US HUKHEU
YEJIFOCTH;, AaHOMAJINU TJIa3; JIULL0
ACUMMETPUYHO, HAPYIIIEHUE
MPUKYCa.

» Tunm HacaenoBaHus: AJl

= llonyassunoHHass yacrora
HEU3BECTHA




CUHAPOM POBUHOBA

Briepsbie onrcan B 1969 .

Kanauyeckue npusHaKku:
HEOOBIYHOE CTPOCHHUE JIUIIA,
yMEpEeHHas KapJIuKOBOCTb,
THIOIJIA3MSI TI0JIOBBIX OPraHOB,
Makpoledanus, IMAKAHT,

KOPOTKHUI HOC, OpaXuaaKTHIINS,
BBIBHX O€Jipa, aHOMaJIuu peoep.

Tun HacaenoBanusa — AJl

= [lonyasiuuoHHAs YacToTa
HEU3BECTHA



CUHAPOM BHUJIBAMCA

BriepBbie onmcan B 1961 r.
KinHuyeckue npu3HaKku:

HeoOprgyHOE M0, HU3KUHI
POCT, KOPOTKHUU HOC,
IIOJIHBIC MIEKH, MaJICHbKAs
HIOKHSIS YEIIOCTb,
YMCTBEHHAsl OTCTaIOCTh.

Tun naciaenopanusa — AJl

[HomyIAMOHHAA YaCTOTA
HEM3BECTHA.

Prc. X1.9. Casnaaposm Baurssoascan.

DNMMERNRT, OTKDRTRIC BIICPCI MO,
LHMPOKAN SBCPXMHAN YOTIOCT, ITOMEC
LIRS RO, M POCTOM MM




CUHIPOM MAP®AHA

= Brepseie onmcan B 1896 1o
» Kiannuuyeckue npu3Hakm:

BBICOKHM POCT, apaxXHOAAKTUIINS,
MOABBIBUX XPYCTAIMKA, TOPOK
MHUTPAJIBHOTO KJIAIlaHa,
IIJIOCKOCTOIHE, TUTIOTLIA3US
MBIIIIII,

« Tun HacaenoBanus — AJl

= Yacrora naciaegoBanusi — 0,04 :
1000.




CuvHOpOM BbI3BaH HacneaCTBEHHBIM MOPOKOM pa3BUTUSA
COeaNHUTENbLHON TKaHW. BbosibHbIe YacTo ymMuparT OT
aHeBpu3Ma aopTbl. EAMHCTBEHHAs KOMMeHcaUns —
NOBbILLEHHOE COoAEepPXaHMe afpeHanuHa B KpoBK, MO3TOMY
OOnbHbIE BCIO XXN3Hb HAXoOATCcA B BO30YXAEHHOM
COCTOSAHUN N CTAHOBATCSH HEBEPOATHBIMWU TPYOOrOSIMKaMm.

Cungpomom MapdaHa ctpagany BCEMUPHO N3BECTHbIE
nunyHocTn: ABpaam JimHkonbH — npe3ngeHT CLUA (poct
193 cm), NaHc XpuctuaH AHOepceH — BENUKUA nucaTensb,

Hukkono NMaraHnHun —Bennknn
ckpunad (6onesHb Npuaasana
emy Dornblune TeXHNYecKne
BO3MOXHOCTH).

B XX Beke Xunm He meHee
TanaHTnMBbIe «HOca4Yn». ATO
LlWapnb ge Nonnb — npe3ngeHT
®paHuum n KopHen YykoBckunm —
COBETCKUW OETCKUW nucaTternb




AKPOIE®AJOCUHIAKTUIUS

« KnuHnyeckue npusHaku:
N3MeHeHne Yepena,
rmnonnasusi OCHOBaHUS
yepena, Nockuin noo,
rmnepTenopusmM, 3anasLlas
nepeHocuua, CUHOAKTUNnS,
Kocornasue, cnaboymue.

= 1N HacnepoBsaHus - Al
« [lonynauuoHHasa 4yactoTa: 1
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Tpuxo-puHo-panaHrerajdbHbIHA

| gl
in Y.
Ilb 1N

CUHAPOM

KnnHu4yeckue npusHaku: otctaBaHue B pocTe,
NNLO C rpyLIEBNOHLIM HOCOM, OTTOMbIPEHHbIE
yLLIW, peakue, TOHKUE U NOMKUE BOSOCHI,
necdopmauus u ytonilueHne danaHru nanbLes,
KpbINOBUAHbIE NONAaTKW, paHHEee OKOCTEHEHUE
POCTKOBbIX XpsiLLiel, yMmepeHHasa yMCTBEHHas
OTCTanocCTb, 3aJlep>KKa pe4eBoro pa3BuTus

Tun HacnepoBsaHusa — A/l
[MonynaunoHHas YacTtoTa HeEM3BECTHa.




NOJUIAKTUIINSA

+ KuuHun4veckue npusHaku:
CYILIECTBYET JIBa BAPUAHTA:

¢+ THI A, TIPU KOTOPOM
JTOTIOJTHUTEJIbHBIN Maiell
(dyHKIIMOHAaIEH, U THN B,
KOTJIa TOTIOJHUTEIbHBINA Hajiell
HEJIOPA3BUT U MIPEJCTABIISACT
0001 KOXKHBIN BBIPOCT.

o Tum naciaenoBanusi: AJl

o IlonyassuuoHHass yacrora —
ot 1:3000 mo 1:650




CUHIAKTUJIUA

Kanauyeckue npusHaKku:
CUHIAKTUJIMA — 3TO CPAIICHUE
PA3JIMYHBIX NAJIBIIEB KUCTEU U CTOIL.
Ha kucTsax 4aie BCero BCTpeyaeTcs
MeXy 3 — 4 nmajapllamMu, a Ha CTOIax
- MeXxay 2 — 3.

Tun naciaenoBanusi: AJl

Honyasiunonnast yacrora — 1:2500

-3000 3 K¢ _
_ . L A%




OCTEOI'EHE3

Kinaunuyeckue
NPU3HAKHU: MOBBIIIICHHAS
JIOMKOCTh TPyOUYaThIX
KOCTEH, peOep U KIH0UNY
IIPU MUHAMAJIbHOU
TpaBMme, ehopMaiuu
KOHEYHOCTEM, TOJyObIe
CKJIEpBI [N1a3, «THTAPHbIC
3yObI», TPEYTOJIBLHOE

JHUIO, ((pBI6BI/I ITO3BOHKMN».

PeHTrenomornuecku
BBISBJISECTCSI UCTOHUCHUE
KOCTE.

Tun nHaciaenoBanus: AJl

[HonyasiuuoHHAS
gyactora— 7,2 : 10 000




MUOTOHHUYECKAA TUCTPODUS

PeGeHok u B3pocnas
nauueHTKa C MUOTOHMU-
yeckoun guctpoduen
(nTO3, aHeMMYHOE NUuLoO,
POT TpeyronbHOWM
cdopmbl, cnabocTb
nuueBbIX MbILUL,
aTpodumsa xeBaTenbHbIX
MbILLILY)

MuoTtoHuueckasa guctpodus, unm 6onesHb LLiITenHepTa — MHOFrOCUCTEMHOE
3aboneBaHue y oo0ux Nonos.

KriuHu4yeckue npusHaku: MMOTOHUSA, MblilleYyHas crlabocTb, KaTapakTa,
apuTMua cepaua, obnbiceHue co nNda, yMcTBeHHasa OTCTanoCTb, MbllleYHble
CyAopoOrn pyK n nuua, HapyLieHue peyv U rnotaHus. Y My>X4YnH paHHUN
ronoroHagu3m, a y XxeHUMH paHHAA aMeHopest U KUCTbl ANYHUKOB.
3aboneBaHue CUNBLHO BapbupyeT Ha4yanom 3aboneBaHus (ot roga oo 50-60
ner).

Tun HacnepoBsaHus: Al NMonynsauuoHHaa yactota — 1 : 7500-10000



IKTPOIAKTUJIUS

= Bnepseie onucan B 1970 .

» KinHunveckue npusHaku:
HEJIOPa3BUTHE WM OTCYTCTBUE OJHOTO
WJIU HECKOJIBKUX MAaJIbLIEB KUCTEU WIIH
ctor. Bo3morkHa paciennHa ryosl U
HeOa, yMEepeHHas TUIIOIJIa3Usl HOTTEH,
HernpaBuibHas popma 3y00B,
MHO>KECTBEHHBIN Kapuec.

« v HacjienoBaHus AJ

= [onmynsiumonnas yacrora — 1 : 90
000 -160 000




CHUH/IPOM KPY30OHA
(YepenHo-IUIeBON TU30CTO3)

« CwuHppom Kpy3oHa — gecpekt reHa kacnasbl, 10q.
BnepBble onucaH B 1912 r.

« KnuHuyeckue npusHaku: BbICTynaroLwme rrnasa,
rmnepreriopusm, Kocormnasme, ak3aodranbm,
KOpPOTKasa BepXxHAs ryba, runonnasna BepxXHeu
yencTu, aechopmauma yepena (paHHee
3apalleHue WWBOB Yepena), UHoraa pacuenmHa
A3blKka U Heba, aTpe3nsa CrIlyxoBoro npoxopaa,
rmyxota u ymCTBeHHasi OTCTasrioCTb.

=« ITun HacnepoBsaHusa: Al

« [lMonynsaunoHHasa yacToTta — HeusBecTHa (Nno
HekoTopbIM gaHHbIM 1 : 35 000 - 50 000)

CunHppom KpysoHa. MaTb v CblIH.



AXOHAPOILJIA3ZUA

KiauHunyeckue npusHaKu:
AUCIIPONOPIIUOHAIbHAS
KapJauKoBOCTH (poct 120-130 cm)
32 CYeT YKOPOYCHMS KOHCYHOCTEH,
00JIbIIOH Yepen, KUCTH HHUPOKHUe
U KOPOTKME, YKOPOYCHUE
OCHOBAHUS Yepena.

Tun vHacnenoBanus: A/l

[TonynmsiumonHas yacrora — 1 :
100000



BUTHUJIINT O

« Kinnndyeckue npu3HAKH: [ ]
YAaCTUYHAS JECIUTMEHTAIUS KOXKU;
MOPaXKEHHUE OOBIYHO
CUMMETPHUYHOE HA PYKax, JIUILIE,
uiee. bojabHbIE OUEHD
YyBCTBUTEIbHBI K YD-nyyam
(MOJIy4arOT COJTHEYHBIE OXKOTH),
MOBBIIIEH PUCK PaKa KOXKHU.

» Tum HacaenoBanusi: AJl

» [lonmyasinuoHHast yacrora —
1:100.

ot




TUOEPTPUXO3 («JTHOJIU — BOJIKW»)

» KinmHuYyeckune nmpu3HAKU: YPE3MEPHBIU POCT BOJIOC HA BCEX YACTIX TEJA,
KpoMe JaJIoHer 1 oAoB. COo CPENHUX BEKOB 3aPETUCTPUPOBAHO TOIBKO
50 cny4aeB KOHT€HUTAIIBHOTO THIIEPTUPX03a. J[pyrux OTKIIOHEHUHN B
pa3BUUU HET. JIOKAJILHBIN TUIIEPTPUX03 MOXKET OTMEUYATHCS IIPHU
HapylIIEHUU OOMEHA BEIIECTB.

« Tun HacaenoBanusi: AJl. I[TonmyassmuOHHAsA YaCcTOTA HEU3BECTHA.

Abnan n3
- KazaxcraHa
bre 7o




Hopdupusi, nim BAMIIUAPU3IM

"..YYeHble BbIACHUIN, YTO BaMNUPU3M — 3TO TAXKENOe, OYEHb peakoe
3aboneBaHne — nopdpurpun, KoTopasi N HaroHsiNna CyeBepHbIN CTpax Ha
OobponopsaaoyHbIX rpaXkaaH cpeaHeBekoBon EBponsbl.

Brnepsble 06 aTon 6one3Hn 3assun goktop Jiu Unnuc B 1963 T.

C Hay4YyHOW TOYKM 3peHUs: nopdupusa aBnaeTca HacneacTBeHHbIM
3aboneBaHMeM, BO3HMKAKOLLMM YacCTo B Cllyvae UHLecTa (KpOBOCMELLEHUS
mexay onmskummn poacTeeHHMKamu, a B BoctouHom EBpone Takoe BecbMa
4YaCTO MNPaKTUKYeTCH).

Boobuie-T1o, cnyyaes nopdomnpum U3BECTHO HEMHOIO. B HalLUW OHW Takux
BbonbHbIX BCero okomno 70 yenoBek BO BCeEM MUpe. VX opraHn3mbl HE B
COCTOSIHUM CaMOCTOATENBbHO BblpabaTtbiBaTb KpacHbIE TenbLa KPOBW.

Jltogun, ctpagaroLme nopdumpmen He BbIHOCAT AHEBHOIO CBETA, T.K. B TKAHAX UX
OpraHM3MoB HapyLUeH NMUrMEHTHbIN OOMEH, 1 No4 BO3OENCTBMEM COSTHLA
npoucxoanT pacnag remornobuHa, KoTopbin NPEBPALLLAETCs YyTb N HE B
KNCNOTY N pasbedaeT KOXYy (Koxa 60fIbHOro CUNbHO TEMHEET U B KOHEYHOM
nTore rHMET u rionaetcs). lNpespaTnuTb "BamMnnpa"” B HOpMaribHOro YenoBeka
MOXHO C MOMOLLLID XMMUOTEpPanMu 1 YacTbiX NepennsaHnn KPoBU.

Tun HacnepoBaHusa: ALl. MNonynaunoHHasa YacToTa Hem3BecTHa (No
HekoTopbIM AaHHbiM 1 : 200 000)



CUHIAPOM TPUYEPA KOJIJIMH3A
(4eJFOCTHO-IUIIEBOM TU30CTO03)

AyTOCOMHO-AOMUHAHTHOE
;3a60neBaHMe,

XapaKkTepusyrlyeecs 4epernHo-
nuueBon aedopmauuen.

Bctpevaetca y 1 ns 50 000
MnageHLueB.

TUNNYHbIE KNNHUYeCKne

NPU3HaKN: Kocornasme, KONooombl
., BeK, pa3mep pTta, nogdbopoaka u
ylieW CyLecTBEeHHO MeHblUe
HOPMbI. B HEKOTOPbIX Crnyyasax —
ocnabrneHue crnyxa.




RGN COIT (S
SR ER 1) M E /]I

HEUPODPUBPOMATO3
(00J1e3Hb PexkiinHraysena)

H®P1 xapakTepuasyertca
obGpa3oBaHUEM ONMyXorieu
Ha HEePBHbLIX TKaHSAX, WU,
Bbi3blBawollee pa3fninyHble
KOXHbI€ N KOCTHbIE
aHoOMarnuu.
3aboneBaemMocCTb
cocTtaBnsieT: 1 pa3 Ha

3 000 poxpeHun.

H?P2 Bbi3biBaeT
YaCTUYHYHO NMOTEpIo Criyxa,
MHOrga rnyxory, a Takxe
BeCTUOYNspHbIe
npooGnemsbil.

BcTtpeyaeTca pexe 1 pas
Ha 50 000 poxxpeHnu



[
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1. bBornbHOM pebeHOK poxaaeTcs Y KIMMHNYECKN 300POBbIX
poauTeEnen.

2. bonetoT cnbcehl, T.e. bpatbs N cecTpa.

3. Oba nona nopaxarTcsl OANHAKOBO.

4. Yalle BCTpevaeTca rnpu KpOBHO-POACTBEHHbIX Dpakax.
5. Ecnn 6onbHbl 06a cynpyra, To Bce Aetn 6yayT 60MbHbLIMMU.




AlIbBUHU3M

www.nixpena.net

AyTOoCOMHO-peLieccuBHOE
3aboneBaHue,
XapakTepu3syrouieecs
HeJoOCTaTOUYHbIM
cogepXXaHuem nUrMmeHTa
MenaHuHa U Bnusirowee Ha
KOXY M rnasa. UHorga
nopaxarTcs TOJNIbKO
rnasa. B Takux cnyvasx
cTpaaaet 3peHume. Korga
NnopaxarTcs U KoXa U
rnasa, y 4yenoBeka
HabnogaeTca o4YeHb
CUnbHas
YyBCTBUTENbHOCTb K
COJSTHeYHOMY CBETY U
NoBbILIAETCA PUCK
3a00neTb PakoM KOXMW.
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(rapronnuam)

[pynna 3abonesaHuin, 00yCrioBNeHHbIX
HacneacTBEHHOW NaToNorMen coeanHNTENbHOW TKaHN,
pasnnyaroLLnXcs no xapakrepy 0bMeHHbIX HapyLLUEHWUH,
HO UMeLNX BoNbLLIOE KNMHNYECKOE CXOOCTBO.

XapaktepusyrTcs 04HOBPEMEHHbLIM NopaXeHnem
LEeHTpasibHOM HEPBHOM CUCTEMbI, OPraHOB 3peHUS,
OMOpHO-ABUraTesNibHOro annapara U BHyTPEHHUX
OpraHoB.

Manb4nkun 3aboneBatoT B 2 pa3a 4alle, HeM OEBOYKMN.

[na BO3HUKHOBEHUA 3aboneBaHnUss UMEET 3HaYEHNE
KPOBHOE POACTBO pOoAUTESEN.

TUNUYHbIE KITMHUYECKNe NpU3HaKkn: NOABNAKLLNECHA Ha
NepBOM rogy Xu3Hu U HapacTalLlue B fanbHenwem
rapronsionogobHble (CXogHble C XumMepamm) YepTbl —
bornbLuas ronosa, ypoanneoe CTpoeHne NMUeBON YacTu
yepena, KapnuKoBbIN POCT, 60SbLLION XXNBOT C NMYNOYHOW
rpbhken.

[Tpn HeKoTOopbIX oopMax HapacTatoT crienoTa, rnyxoTa,
nporpeccupyeT crnaboymme pasHon CTPYKTYPbI.




AXOH,EI,POFEHES

KnnHunyeckne npusHaku:
BOOSAHKa nnoja, peskoe
YKOPOYEHME KOHEYHOCTEWN, LLeN
n Tynosuwa, bonbLune
pa3smMepbl Yepena.
PeHTreHonorn4yecku
BbISIBMNIAETCA YKOPOYEeHne
pebep n oTcyTCcTBME
Kanbundomkaumm Ta3oBbIX
KOCTEN U MOACHUYHbIX
NO3BOHKOB.

0 Twun HacnepoBaHuda: AP

0 [lonynAauuoHHasa YyacToTa
HensBecCTHa




CuHpgpom JloypeHca-MyHa-bapae-bnans

O

Briepsble onucaH B 1866 T. J.
Laurence n R. Moon.

KnnHnyeckne npusHaku:
OXUPEHWE, rTMNoroHagnsm,
YMCTBEHHAs OTCTaNoCTb,
NMMrMeHTHasa gereHepaumsd
ceTyaTkm (NpuUBOANT K HOYHOWN
CIienoTe 1 NoTepe 3peHus),
NoNMAaKTUINNA, Cyooporu,
NaTosiorns NoYeK N NOPoKnN cepaua
N Mo3ra.

Tun HacnepoBaHusa —AP

[TonynsuuoHHaa YactoTa
HEen3BeCTHa



PACLUEJIMHA TYbb

0 KnuHu4yeckme NpU3HaKu:
pacLuenuHa ryobl/Heba,
MUKpoLiedanus, LMpokas
nepeHocuL,a, 4acTo SNUKaHT U
Tenopusm, gedopmaunm
nepBbIX NanbLEB KNCTEN,
NCKPUBIEHNE HOCOBOM
neperopoakn n aHomanmm
3y6oB.

Tun HacnepoBsaHus: AP

NonynsaunoHHasn yacrtora — 1
o 010 ]0)

Uenb B MATKOM Ulenb B TBEpAOM K
HEbe MATKOM HEbGe

BepxHaa
[ecHa

Teéppoe

Hébo

Markoe
Hébo




CHOPOM ATNEPTA

0 KnuHn4yeckme npusHaku: xapaktepHasd
doopma yepena (BO3HUKAET Bcneacrane
BHYTPUYTPOBHOro 3apactaHusi LLIBOB) U
nuua, BbICOKUW o0, NTo3, KMHOBOBUAHbLIN
HOC, aHTMMOHIONonaHbIN pa3pes rnas.
UacTo BCcTpeyaeTcs B codeTaHUU C Apyrumm
aHoOManuaMM.

Tun HacnepoBaHus: AP
NMonynsaunoHHasa yacToTta Hen3BecTHa




CMHOPOM HYHAH

0 Bnepsble onucaH B 1928 .

0 KnuHuuyeckne NpuU3HaKKU: rMnepTeniopnam, anuKaHT, HU3KO
NMOCaXXeHHbIE YLUW, HapyLUeHWe NpuKyca, aHTUMOHIONOUAHbIN
pas3pes rnas, KpUNTopXxm3m, aHoMarnumn rpyaHon KNeTKn, HU3KUIA POCT,
MOPOKMN cepAaLa, YMCTBEHHASA OTCTaNOCTb.

0 Twn HacnepoBaHuA: AP ; lNonynauyuoHHaa YyacTtoTa HEN3BeCcTHa

~




CI/IH,EI,POI\/I KOKKENHA

BriepBble onncaH B 1946 r.

KnnHunyeckue npusHaku:
HW3KOPOCIOCTb, CTapoobpasHoe
nuuo, MuKpouedanmsa, yMCTBEH -
Hasl OTCTanocCTb, AereHepa -ums
ceTyaTku, gedpopmMmaLnm CycTaBos,
KnnesuaHasa rpyaHas Krnetka,
TpeMop, aHOPEKCUS, KPUMTOPXU3M.

Twun HacnepoBaHus: AP

NMonynsaunoHHas YacToTa
HEen3BeCcTHa

3mu Xbkoz

syndrome) 18-neTHas



KCEPOLOEPMA NMAMEHTHAA
(ueplvlaTos Kanowun)

O

NMurmeHTHaA Kcepoagepma — 3aboneBaHue,
npoTeKaroLlee C NOpaXXKeHNeM KOXM,
hoTOUYBCTBUTENBHOCTbLIO, 31I0KAY€CTBEHHbLIMMU
HOBOOOpa3oBaHUAMM.

KnuHunyeckue npusHaku: doorocdhoodus,
noBbllWeHHaA YyBCTBUTENbHOCTb K YDJ1, pazButue
paka v atpoumn KOXu, rmnepnurmeHTaumsa Tuna
BECHYLUEK, KepaTto3, aHrMomMbl, pyoLbl poroBuubl U
OnyXosiu KOHbLIOHKTUBbI U BeK, AedeKkTbl 3yooB. Y
HOBOPOXAEHHbIX TONMbKO (poTtohobus. KoxHblie
U3MEeHeHU A NoABNATCA K 3-4 rogam.
MpooonmkuTtenbHOCTb XU3HU — 20 neTt

Twun HacneaoBaHusa:AP
NonynsaunoHHas yacToTa - HensBecTHa




MYKOTNOJIMCAXAPULOO3

CuHapom Mopkuo onucaH B
1929 .

KnuHnyeckue npusHaku:
OTCTaBaHMWE B pOCTE,
aedopmManma No3BOHOYHMKA U
rpyaviHel, gedopmaumd
KOJSTEHHbIX CyCTaBOB, KOPOTKasi
Les U rmnepTpodus HUXKHeEN
YacTu nuua, 60sbLION XMBOT.
CMmepThb Yalle oT cepaevyHon
natonoruu ao 20 ner.

Twun HacnepoBaHus: AP

NonynsiuMoHHas YacrtoTa
Hen3BecTHa




O

OEHWITIKETORHYPUA

PeHUNKeTOHYypusa — 60oresHb
aMUHOKUCNOTHOro oomeHa. OnncaHa B
1934 r. A. Penudrom. lNaTonorusa
cBsi3aHa C He4OCTaTOYHOCTbIO
ne4yeHO4YHoOro chepmMeHTa
deHnnanaHUHruapoKcunasbl, YTO
HapyLuaeT npeBpalieHue hpeHunanaHnHa
B TUPO3UH (HapywaeTtcs hopmmpoBaHue
MUENMHOBLIX 060M04YeK BOKPYr akCOHOB
LIHC).
KnnHnyeckne npnusHaku: noBbllleHHanA
BO30yAMMOCTb U TOHYC MbILUL,, TPEMOp,
anunentTudopMHbIe NpUNaaKu,
«MbILWNHBbINY» 3anax, YyMCTBEeHHas
OTCTariocTb, CHUXXeHue obpaszoBaHuA
YELEGTTER

UCKyCCTBEHHas aueTa.

Tun HacnepoBaHus: AP
NMNonynaunoHHaa yactota - 1: 10000

Cnabasi nurmeHTaLms KOXU U
paayXkKu rnasa, ymepeHHas
cTeneHb onurodpeHunn



bone3Hu cuenrneHHbIe C NOJIOM

¢ [JomMunHaHTHOe HacnepoBaHue, cuenfieHHoe C
X-XpomMOCOMOU=-3TOT TUMN HaAcneaoBaHUA
NnpocrexXunBaeTcsd, Hanpumep, npu gocdar-
anabere.

4
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» PeuieccuBHOe HacrnegoBaHue, cuenrfieHHoe ¢ X-
XPOMOCOMOW-3TOT TUMN HacnegoBaHUS
XapakTepeH onsg nporpeccumpyrolen Mbille4yHOW
ancTpodun tuna [doweHHa, remodpunum A n B,
cuHgpoma Jlewa — HanxaHa, 6onesHu 'yHTepa,
bone3Hn ®abpun, HEKOTOPbLIX POPM reHETUYECKN
00yCcnoBrneHHOW HeEQOCTAaTOYHOCTU IHOKO30-6-
doocdat — aernaporeHassi.
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PeuweccuBHOe HacrneaoBaHue,
cuensieHHoe ¢ X-XpOMOCOMOM

[enctBne MyTaHTHOIO reHa rnposiBnsieTcst Tofibko rnpu XY-Habope
NOS1I0BbIX XPOMOCOM, T.€. Y Masib4nKoB.

BeposaTHOCTb poxaeHns 60nbHOro Manevnka y matepm —
HOCUTENbHULIbI MYTaHTHOIO reHa — cocTtaBnseT 50%.

[1eBOYKM NpakTU4YeCKn 300POBbI, HO MOSTIOBUHA U3 HUX SBRAETCH
HOCUTENbHULIAMU MYTAHTHOrIO reHa (Tak Ha3blBaeMble
KoHOQyKTOopamu). YacTto 6orne3Hb 0OHapy>XMBAETCHA Y CbIHOBEWN
cecTtep npobaHaa (4enoBeka, Mo OTHOLUEHUIO K KOTOPOMY
COCTaBIISAETCA reHeanornyeckoe ApeBO) U ero ABOKPOAHbIX
bpaTbeB N0 MaTeEPUHCKON NTUHUM.

bonbHOW oTey He nepenaeT 60s1e3Hb CbIHOBLSIM.



Bone3Hb Pabpwu

slBnseTca peakon HacneacTtBeHHoOM X-cuenneHHOWU
peueccMBHOU NMN30COManbHON 60Nne3HbIo0
HaKoMnmneHwus.

Bones3Hb nopaxaeT reMM3NroTHbIX MY>4UH (T.e.
BCEX MY>X4YMH), a TaKXKe rOMO3UroTHbIX U, BO MHOTUX
CNyyvasiXx reTepO3UroTHbIX, XXeHLMH.

PacnpoctpaHeHHocTb 1:40 000

MposiBnseTca nopaxeHnemM KOXu TyroBuLla B Buae
MHOXECTBEHHbIX A06poKaYyeCTBEeHHbIX
COCYAUCTbIX OOpa3oBaHUM TUNA aHIMOM,
CONPOBOXAAKLWMNXCA runepKkepaTo3om,
napecTte3nsiMmu, 6onsiMn B KOHEYHOCTAX,
nopaXxeHUsiMu rrnas, KueYyHukKa, novex.




IloMMHaHTHOE HacrneaoBaHue,
cuensieHHoe ¢ X-XpOMOCOMOM

[enctene AOMUHAHTHONO MYTAHTHOIO reHa NPOSABNSETCS B [I0OOM
Habope nonoBbix XxpomocoMm (XX, XY, XO u gp.).

3aboneBaHue bonee TAXeNno NPOTEKaET Y Manb4mMKoB.

Cpenwn oeten 60NbHOIO MY>X4YMHbI B Criy4ae Takoro Tuna
HacnegoBaHUs BCE CbIHOBbS 340POBbI, BCE J0YEPU MOPaXKeHbI.

BonbHble XeHLWWHbI NepenarT USMEHEHHLIN reH MoSIOBUHE CbIHOBEM
N go4vepen.



POCPAT-OUABET

lNepepnaeTcss AOMUHAHTHBLIM NyTeM,
cuenneHHbIM ¢ X-XpOMOCOMOM.

HacnepnctBeHHOe paxutonono6Hoe
3aboneBaHue, 00ycnoBrieHHOe HapyLUeHNeM
BCcacbiBaHMA Kanbuua un cooccopa B
KULLeYHUKe.

Xapaktepusyertcs HeageKBaTHOM
MUHepanu3sauuen Xpsawem n KOCTHOU TKaHMu,
npuBoAsLLen K cCKerneTHbIM aedopMmauusam
paxutonogobHoOro Buga, orctaBaHuKo B
pocrTe.

My>X4MHbI, HOCUTENN MYTaHTHOIO reHa,
nepeaaroT 3aboneBaHne AOYEPAM, XKEHLUHbI
B paBHOM Mepe AeTtam oboero nona. Y
MY>X4YUH 3a0orieBaHMe NpoTeKaeT TAXernee.

OTMmeuaeTcs pe3MCTEeHTHOCTb K Tepanuu
0ObIYHbIMU A03amMu BUTamuHa D.
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XpPOMOCOMHble 3abonieBaHus
CBS13aHbl C @aHOMaNAMM
yucsia Uan CTpyKTypbl
XPOMOCOM.

ONa HUX XapaKTepPHO: Masbli
DOCT M BEC MNMPU POXAEHUM;
yepenHo-nLUEBbIE
ancMopcdun; yMcTBeHHas
OTCTasNioCThb;
MHOIMOCUCTEMHbIE
NOpa>eHus.

Tonbko 3-5% HacnepyroTcs.
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15 16 17

1. bonewT TONbKO ManbyMKM MO JIMHUN MaTeEpPMU.
2. PoguTtenu npobaHaa 340pOBbLI.

3. BonbHOM MYy>XUMHa He nepenaeTt 3aboneBaHne, HO BCe €ro
Ao4Yepun ABNAKTCS HOCUTEbHULIAMMN.

B 6pake XXeHWWHbI-HOCUTENbHULbI C 60/TbHBIM MY>X4YUHOW
50% poyvepenr u 50% cbiHOBeN 60/1bHbI.



[MOPOLEDATTNA

HopManbHbLIM MO3T W Xenyaoukn Mo3ra
e

———

Yenyaouk

Moa3r npu rmapouedanuu

KnunHunuyeckme npusHaku:
yBennyeHne obvema rosiossbl,
paclumMpeHue Xenyao4kos MO3ra;
NCTOHYEHNE U paCXOXXAEHMNE KOCTEN
yepena, AMcnponopumsi MO3roBom u
NMUEBOM YacTen yepena,
Kocorfa3sune, yMCTBEHHasl OTCTanNoCTb
N 3a4epXKKa pa3BUTUS, pacCTPONCTBA
ABMXEHNN N KOOPAMHALMUU, HUCTArM,
aTpoduna 6enoro sewecrtsa Mo3ra.

Tun HacnepnoBaHuUA: X-peLeccus.

MonynaumoHHasa yacrtoTa -

(3 NEWS



FEMOCDI/IJ'II/IFI A

+ KnunHunuyeckme npusHakm:nog- v
BHYTPU KOXHble KpOBOTEUYEHMUS,
KPOBOU3/UAHUA B KPYMHbIE
CyCTaBbl, MOAKOXHbIE U
MeXMbILEeYHble reMaToMbl,
remMaTypusi, CUbHOe
KpoBOTEeUYeHne rnpu TpaBmax.
MpununHa: pedpun- umt
aHTUremousbHoro rnobynuHa.

+ Twn HacnepoBaHuA: X-
peLeccuBHbIN

+ MonynauumoHHasna yacrtota — 1 :
2500 (Manb4umkoB)
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OnucaH B 1866 .

KnnHunyeckue npnsHaku: ymcTBeHHas
OTCTarocTb, NS1I0CKOE NULO,
MOHroniona Hol paspes rnas,
OTKPbITbIN POT, Bpaxuuedanusa, KOpoT-
KMe KOHEYHOCTU, nonepeyvHas
nagoHHas cknagka, Nopoku cepaua u
KaTapakTa. YacTtoTa poxaeHusa Takux
AeTen 3aBUCUT OT BO3pacTa MaTepu.

Tun HacnepoBaHuaA: Tpucomust 21

NonynaunoHHasa yactota — 1 : 500 -
[laneko oTcTaBneHHbIN HONbLWON nanel ‘ 1000

[pUNNIOCHYTBIA HOC U NULO,
NPUNOAHATbIE BBEPX
CKOLIEHHbIE rna3a.
OaMHOYHAs CKNAAKA HA NAfOHM ("0De3bAHbA")

~ ~ f f
YKOPOYEHHbIM NATbIA Nanew, & ,
5 B D A
NOBEPHYTIH BHYTPb. e

1 Pa3BUTbIE KOXHbIE CKAAKK Ha CTYMHE.



CNHOPOM MAPTUHA-BEJJIA

+ CwuHpgpom MaptuHa-benna — camaga
pacrnpocTpaHeHHas (nocrne donesxn [ayHa)
doopma yMCTBEHHOM oTcTanoctn. Mane4mku
bonetoT B 2-3 pasa Yalle OEBOYEK.

¢ KnunHuyeckune npmsHaku: yannmHeHHoe nuuo,
BbICOKWI BbICTYNaoLwWwmimn 1o, BbICTYNaoLWMn
noabopoaoK, OTTOMNLIPEHHbIE KPYMNHbIE YLUM,
KPYMHbIE KUCTU U CTOMbI, MAKPOOPXMUON3M,
nponanc MuTpanbHOro KranaHa, niockocTonuve,
rnybokasi unin ymepeHHasi onimrogopeHmns.

+ LUwntoreHetnyeckas kapTuHa: JTOMKOCTb
NMuuo 60nLHOro ¢ CUHAPOMOM ANCTanbHOro KOHLA ASIMHHOIO nnevnka X-
MapTtuHa-Benna XPOMOCOMbI (XQq — HANOMWHAET CMYTHUK).

Tun HacnepoBaHus: X-cuenfeHHbIN

NonynaunoHHaa yactota — 1 : 1250
(Maneyukn); 1 :2500-3000 (oeBo4kn)

JNlomkasa X-xpomocoma (crneBa — XXeHCKasi, cnpasa —
MyXcKasi) npu cuHgpome MaptuHa-benna




CUHOPOM AAPCKOIO

+« CwuHagpom Aapckoro, unu nuue-nanbLue-reHnTanbHbI CUHOPOM
nogobHo onucaH B 1970 .

+ KnuHuyeckue npusHaku: otctaBaHMe B pOCTE, rMNepPTENOPU3Mm,
KpYyrrnoe nuuo, KOPOTKUIA HOC C BbIBEPHYTHIMU HO3APSMM,
aHTUMOHIONOWAHbIN pa3pes rnas, NTo3, rmnonnasns BEpxHen
YenCcTU, aHOManun yLIHON pakoBUHbI, OpaxnaoakTUnms u
pa3bonTaHHOCTb CyCTaBOB, MEPENOHKM Y OCHOBaHUS NanbLEB,
LaneBMaHas MOLLOHKA, KpUNTOpXmM3M, prmos, yMepeHHas
YMCTBEHHas OTCTanocTb.

Tun HacnepoBaHuA: X-CLENNEHt
peLeCcCuBHbIN
NonynaunoHHasa 4yactoTa —
HEn3BeCcTHa

CooTHoweHune nonos — M1 : 2KO

BornbHble ¢ cMHAPOMOM AapCcKoro: runeptenopusm, ntos, aedop-
MUpPOBaHHbIE YLIU, OTKPbITbIe BNepea HO34PpU, aHTUMOHIONMIOUAHbLIN
paspes rnas, WWMpokKasa nepeHocuua, WwaneBmMaHas MOLLOHKA.



CNHOPOM KOPDPUNHA-TIOYPW

BHewHUn BUA 60NLHOro pedeHka
M NNLUO B3POCIIOro 60onbLHOro
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CuHgpom Briepsble onmncaH B 1966 r.

KnuHnyeckne npmaHaku: aHTUMOHIONTIOMAHbIW pa3pes
rnas, rmnepTenopmnsam, nykoBnueobpasHbIv HOC, HU3KUIA
POCT, KOHYCOBMAHbIE NarbLbl , OTKPbITbIA POT, MOSHbLIE
rybbl, KBagpaTHbIn 100, MacCcuBHbIN NOABOPOAOK,
KnnesuaHasa rpyaHas KrneTtka, CKonmos, yMCTBeHHas
otctanoctb (1Q Hxe 50).

Tun HacnepoBaHUA: X-CLEMNSIEHHbLIA JOMUHUPYOLLNA.

MonynaunoHHas YacToTa — HeM3BecTHa (KNMHKKA Yy
MY>XYMH SPKO BbIPaXXeHa, Y XKEHLUMH Yalle cTepTas)




CuHagpom Tpucomum 9p

KnuHun4yeckne npusHakum:
YMCTBEHHAasi OTCTaroCTb,
3aJepkka pocTta, MUKpobpaxuue-
danusa, aHTUMOHIONOAHbLIN
paspes rnas, rnyooko
NocakeHHble rnasa (3HodTansm),
rmnepTenopusmM, Kocornasue,
rmnonnasns HortTem, CUHAAKTUNNS,
BPOXOEHHbIE NMOPOKN BHYTPEHHNX
OpraHos.

Tvun HacnegoBaHUA — YacTU4YHa4
Tpucomusa 9 p.

NMonynauyuoHHaa yacToTa —
Hen3BeCTHa.

Puc. 5.21. CuHapom Tpucomum 9p+ (runeprenopusm, NTo3, ANUKaHT,
NyKOBUL,eOOpa3HbIN HOC, KOPOTKMU (PUNLTP, OonbLUNEe, HU3KO PaCNoONOXeHHbIe
yLWHblI€ PaKOBUHbI, TOSMICTbIE ryObl, KOPOTKas wWes): a - pedbeHok 3 neT; 6 -
XeHwwmHa 21 roga



OnwuncaH B 1942 r.
OrcyrcTeue
KnunHnyeckme npusHakm: 3a/bICUH

BbICOKUM POCT, XpynkKoe Ha nby —ﬁ CHnxkenne
- OBOSIOCEHWA
TENTOC/IOXKEHNME, TNUnonias3ngd AnN4ek,

CHU¥XeHue | NS
nMnoTeHumsa n becnnogue, OBONOCEHWS .

HabyXaHWe MOSTIOYHBIX Kenes, narpyan — A Ve
LLMPOKMIA Tas, nonepeyvHas - !
NafloHHas CKIaaKka, y B3pocsbix Py

HabngaeTca oXupeHue un
CKJ/TOHHOCTb K a/IKOrosim3my,
HEe3HauYnTeNIbHOE CHMXEHMnE OBonoceHme

YMCTBEHHOIO pa3BUTUS. no6ka no
KEHCKOMY
Tun HacnepoBaHuaA: XXY CMHAPOM My

NMonynaumoHHasa yacrtota — 1 : ManeHsKie
1000 Manb4ymnkos ANUKM NnnHHble

‘v —_— MoK

AHOMANBHO

BLICOKMIN
pocT




KnnHunyeckme npusHakm:
HWU3KWUW POCT, NepBUYHas
amMeHopesd, becnnogue,
CTepPTble BTOPUYHbIE
NOMOBbIE MPU3HAKMW,
KPbIJTIOBUAHbIE KOXHbIE
CK/TAZKM Ha Lee,
BPOXAEHHbIE MOPOKMU
cepaua, rmnonsaasnsa HOrTen,
CHUXXEHME OCTPOTbl 3peHus
N cnyxa, nonepeyvHas
NnagoHHas cknajg -Ka,
HEe3Ha4YUTeNIbHOE CHUXEHNE
YMCTBEHHOIO pa3BUTUS.

Tvn HacnepoBaHUA:
MOHOCOMUSA X-XPOMOCOMbI.

NMonynaunoHHaA yacroTa
- 2 : 10000



CYHOPOM MMATAY (TPUCOMMUSA 13)

OnuncaH B 1961 r.

KnnHnyeckmne npusHakm:
MUKpouedanus, pacwense —Hue
rybbl u Heba, noNnMaaKTUINA, y3Kas
rnasHas wesb, MUKaHT, NOPOKMU
BHYTPEHHMX OpraHoB, rurnonaasng
HapPY>XHbIX MOJSIOBbIX OpraHoB; 95%
ymuparT 4o 1 roaa.

Tun HacneaooBaHUA: TUPUCOMUA
13

MonynaumoHHasa yacrtota- 1 :
7 500 Puc. X.6. Curapom [Maray (cHuapom tprcomun xpomocomsi |3):
a— \IHKPOUL‘(I)AUHUL KOPOTKAs LWCH, YIKHC IITATHLIC ILETH, ITHHPOKOE OCHOBAHMKE HOCA,
AchopMHPOBANTILIE YUIHLIE PAKOBHHDLI, pacite/nHa 1yOn u HEOGa, noanaakrwius; 6 —
CBOCOBPA3IHOC NONOKCHHE DOMBLIOTO NATBLA W MHIHHIIA

3 4
4 .
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MyShared




CunHapom SaBapaca — Tpucommsa 18

+ KnuHunyeckne npmnsHaku: 3agepxka
NpeHartanbHOro pasBuTnS,
MHOXECTBEHHbLIE NMOPOKN Pa3BUTUS
yepena (MarneHbKasi HUXKHAS
4yernCcTb, Y3KMe rnasa), cepaua,
NoOfTIOBOW U nuLlieBapuUTeNbHOMN
CUCTEMbI, CMMHHOMO3roBas rpbixa,
pacuienuHa rybsl, cpalleHme nnm
KMCTbl NOYEK.

+ Twun HacneposaHus — Tpucomusa 18.
+ [lonynauuoHHasa yactota: 1 : 5000




CVHOPOM JIEXXKEHA (KoLwadbero Kpmka,MOHOCOMUS Sp)

OnwucaH B 1963 .

KnnHunyeckme npusHakKm: HeobblYHbIN
naay, HarNnoOMMHaKWMA Kollaybe
MslyKaHbe, MUKpouedanus,
aHTUMOHIOJIONAHbIN pa3pes rnas,
YMCTBEHHasl OTCTasloCTb, IyHOO6pasHoe
U0, 3NMUKAHT, rMnepTenopusmM,
aHOMasiMmM BHYTPEHHUX OpraHoB. YMuUpawT
yauwle go 10 neTHero Bo3pacTa.

+ Twvn HacnepoBaHUA: MOHOCOMUA 5 p
+ MonynauumoHHasa yactoTta — 1 : 45 000




CHOPOM CBAEPA (OJNCIMEHE3NA
[OHAL, XY TUI )

¢+ KnunHunyeckue npusHakm:
Hapy>XHbl€ MOJI0Bbl€ OpraHbl
copMUpOBaHbI MO XXEHCKOMY TUMy,
MaTKa M MaTOYHble TPYObl
HeaoOopa3BUTbl, aMeHopes,
6ecnnoamne. YpoBeHb 3CTPOreHOB U
TECTOCTEPOHA CHUXEH, a
rOHAAOTPOMMHOB MOBbILIEH.

+« Twun HacnepoBaHUA: X-
peLeCcCUBHbIN

+ MonynauuMoHHasa 4YyacToOHa
HENU3BECTHA




CUNHOPOM SJEPCA- ,EI,AHJ'IOCA

OnucaH B 1657 .

KnnHnuyeckme npmsHakm:
rMNeppacTAXXMOCTb
COeANHNTENBbHOW TKaHU
(HapylweHne cMHTE3a KosinareHa);
KOXa TOHKas Kak bymara;
nepernbaHne nanbLUeEBbIX CYCTaBOB
Ha 90, a NOKTEeBOro M KOJIEHHOIro
cyctaBoB Ha 10 °; nopokwu
BHYTPEeHHUX opraHos. CywecTByeT

8 Tunos.

Tun HacnepnoBaHuA: X-peLeccus.,
AL, AP

NMonynaumoHHasa yacrtota - 1 :
100 000



2%
= OnucaHa B 1886 .
WHUYECKMe NPU3HaKKU: peaKoe reHeTuveckoe 3aboneBaHne, yCKo-

- psAwoLee npouecc crtapeHud B 8-10 pas. ,E_l,mmmpam B 13-15 net -
cIie Hec TOB U MHCYNBTOB APAXSIbIMU CTapUKaMW.
ﬁ%‘é’:ﬁ;—abmblsam MyTaHTHbIN reH LMNA, oTBevatoLwinim 3a cMHTe3
oenkoB Lamin A,B,C, HeobxoammbIX ANa COEANHUTENbHOW TKaHMW.
HacTtynaet ToTanbHasa anoneuus, Ha KOXXe Yyepena BblpaxeHa
BEHO3Had ceTb. TN HacnegoBaHUA 1 NONYNALUOHHAA YacToTa
HEN3BECTHbI




® OCHOBHbIM cnocobomM nNpeac SHUA FreHeTUYEeCKUX
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-~ A reHEeTU4YeCH A H '01 alo OH ol T :}i - ;.ir'-‘--v‘ = —
_____ KOTopble cobupatoTca 3aBecTu pebeHka, YToObl
~ y6eanThCs B TOM, YTO HET ONACHOCTU POXAEHMS
pebeHKa C MyTaunaAMM.

@® Ecnn obcnepoBaHme He ObINO cAenaHo paHee, TO
PEKOMEHOYETCSA caenaTtb 3TO Ha PpaHHMX CPOKax
bepeMeHHOCTH.

® OcHOBOW ABNSAETCA MEeOUKO-TEHETNYECKOEe

‘cneuosame. e

. o ——

OHCYNbT pwe 30-tm net,
LLIMM Ha NPON3BOACTBE C BpeAHbIMU

ycrnosuamu Tpyaa.
® Bo nsbexaHue pucka crieqyet oTkasaTbCs OT BPeOHbIX
NPUBLIYEK(KYPEHUE, arKorosib,HapKOTUKN).







