HACJIEOCTBEHHDIE n
BPOXIOEHHDIE
BOJIE3HU HEJTOBEKA

»KaBHepyunk EneHa HukogmmoBHa



= [lporpecc Haykm m TeXHUKU NoaBepraer COBPEMEHHbIX
noagen CYLLIECTBEHHO oonbLnMm puckam
HeGnaronpuaTHOM W3MEHYMBOCTU, YeM 3TO OblIo Ha
NPOTSXKEHUM  BCEro  npedwecTByloWero  nepuoaa
Pa3BUTUA YEeroBeYeckon umsunmusaumn. duanyeckume,
XUMUYECKME N, BO3MOXHO, Buonornyeckme (BUPYCHLIE)
MyTareHbl MOryT HEeCTU Cepbes3Hy Yrpody [AOns
reHEeTNYECKOW CTPYKTYPbI NONynsaunm B dyayLiem.

= B yKasaHHOM acnekte BaxXHOe 3HayYeHne uMmeeT
pa3BUTME TEHETUKMN 4ernoBeka, 0CODeHHO B obnacTtu
[EHETUYECKOrO  KOHCYNbTUPOBAHUA M CKPUHUHra
HacneACTBEHHbIX aHOManuMn, 4YTO MOXET COXPaHUTb
npuemMnemMbin YpoBeHb 340P0BbA OyaYLLIMX NOKOSIEHUN.



1CACTIVMRA = 910 Hadyka O HaAlUJIE4CTBERAROCIMN. D CBOCM MCTOPUHMECROM pPasBunin OFa 11poOuliia
CJOXHbIW nyTb, HO XX Bek 03HaMeHOBancsA BblAaloWUMNCA OTKPbLITUAMU N TEXHOJIOTNYHECKUMU
AocTuxXeHnsamu. B pe3yribtate 3TUX OTKprTVIVI nossBUJINCb reHeTU4YeCKUe TeCTtbl, NO3BOJIAOLLNE
BbIABUTb reHbl, npegpacnonaraowue n ABnAoLnecH I'IpM‘IVIHOVI MHOImnx

BPOXAEHHbLIX U HAacNeACTBEHHbIX 3aboneBaHUN.

s B 1929 . coBeTCKHM I'€HETHK,
Hepormaroior C.H./[aBuaeHko
OpraHu30BaJj IMEPBYIO B MUPE
MEIMKO-T€HETHUYECKYIO
KOHCY/IbTalui0. OH IEpBBIM B
MHPE TTOCTABUJI BOIIPOC O
HEOOXOTMMOCTH COCTaBJICHUS
KaTajiora T€HOB YEJI0BEKa,
c(hopMyIHMpOBAT MOHATHUE O
T€HETUYECKOM reTePOre€HHOCTH
HaCJICICTBEHHBIX OOJIC3HEH
YyeJIOBEKa.




C pocTaTtoyHOW YBEPEHHOCTbID MOXHO YTBEP)KAATb, YTO MHOIME MyTauuu
reHOB N NpaKTU4Yeckn Bce abeppauunm XpOMOCOM HebnaronpuATHbI Kak ans
MHOVBKWAA, Tak U Ang nonynsaumMm; 60nbLLIMHCTBO XPOMOCOMHbIX abeppauuii
ryouTt 3uroty B nepuoa amMOpMOHanbHOIro pasBUTUS, MeHbLLAsa YacTb TakuX
3UroT AOXMBAET [0 POXAEHUS U NPoAOoIKaeT CyLlecTBOBaTb Aanbllue, HO
MOpa)eHHble MNaLMeHTbl CTpadalT TSKENbIMU BPOXOEHHBbIMU MOPOKaMMU.
[eHHble MyTauuK YacTo BeayT K BPOXAEHHbIM 3aboneBaHusiM C NPOCTbIM
TUNOM HacnegoBaHWa WM K gedektam B MynbTUdakTopuanbHbIX
reHeTuyecknx cuctemax. [ons OnaronpusiTHbIX MyTauuin, B NyYlUEM
crnyyae, OMeHb HE3HAYMTENbHA.

YactoTta 4ncrneHHbix abeppaumn XpoMOCOM YBENMMYMBAETCA C BO3PacTOM
mMaTtepu, noatomy nobdon coBur B MaTEPUHCKOM BO3pacTe npueBedeT K
COOTBETCTBYIOLLEMY W3MEHEHUID B 0OOLLEN PacnpOCTPAHEHHOCTU TaKuX
XPOMOCOMHbIX MyTauun. Bo MHOrMX COBPEMEHHbLIX NOMYNALUAX CyLLECTBYET
TEHOEHUMS] K YMEHbLUEHWIO 4ucna AeTem B CEeMbe W  KOHUEeHTpauus
OETOPOXOEHUS B BO3PACTHOM rpynne ¢ HauMeHbLUMM PUCKOM (PKEHLLMHbI B
Bo3pacTe oT 20 go 30 nerT). bbiNno nogcyMTaHo, YTO B 3anagHblX CTpaHax u B
AnoHun aTa TeHOaeHuust OOoMmKHa Oblna YMEHbLWWUTb YUCNO OeTeEn C
cuHgpomom [ayHa Ha 25...40%. OgHako psan nocnegHux uccrenoBaHum
NOKas3bIBaET, YTO CKIMOHHOCTb MHOIMMX COBPEMEHHbIX XXEHLINH OTKMaabiBaTb
poxaeHne pebeHka Ha HecKonbko 6onee no3gHuM BO3pPAacT FErko MOXET
NPUBECTU K UBMEHEHUIO 3TOW TEHAEHLUMN HA NPOTMUBOMOSOXKHYIO

3BeCcTHO, YTO camoe 3(pdeKTUBHOE CPEeACTBO ODHAPYXEHUSI aHOManNMm XpoMoCoM —
9TO NpeHartanbHas guarHocTuka



CyLLl,eCTByeT TaKoe NOoHATUE, Kak rpynribl reHeTu4eckoro pncka Kyaa

BXOOAT:
- CYMpyXeckue napbl, UMeKLne  HacneacTBeHHble CeMeWHble
3aboneBaHus;

- KPOBHOPOACTBEHHbIE OpaKkn; XeHLWWHbl ¢ HebrnaronpusiTHbIM
aHaMHEe30M: WMeLmMe NOBTOPHbIE  BbIKUAbILLMN, poXAeHne
MEpPTBOro pebeHka, becnnoane 06e3 ycTaHOBNEHHOW MeOULIMHCKOM
NPUYUHBI;, BO3OENCTBME Ha DyayLumnx poauTtenen HebrnaronpuATHbIX
dakTopoB: paguaunn, AONUTENbHbIM  KOHTAKT C  BPEeOHbIMU
XUMUYECKUMWN BeELLLIECTBaMK, YroTpebrneHne B nepuon 3adaTtus
NlekapcTB C TepaToreHHbIM [OeNCcTBMEM, T.e. Bbl3blBalOLLMMUN
ypoacTtsa nroaa.

- XXEeHLWMHaM cTapwe 35 n MyxdnmHam nocrie 40 net, T.K. B 9TOM
BO3pacTe PUCK MyTauun B reHax BO3pacTaer.



=« [1na MHOrMx reHoB YacTtoTa MyTauun yBennM4nBaeTCs C
BO3pacToM OTua, MO3TOMY Ntoboun caBur B BO3pacTHON
CTPYKTYp€E OTLIOB COOTBETCTBYIOLLMM O0Opa3oM NOBMUSAET
Ha YyacToTy MyTauun. [ina pegknx ayToCOMHO-
OOMWHAHTHbBIX COCTOAHUN 3MEHEHUSA MO AENCTBUEM
BO3pacTa oTua He DyayT CTomNb KPYMNHbIMWU, KaK ars
YMUCNEHHBIX XPOMOCOMHbIX abeppauni; BNUSHne
BO3pacTa OTLUa Ha YacToTy MyTauun B AOMUHAHTHbIX U
cuennieHHbIX ¢ X-XpOMOCOMOW reHOB MeHbLLIE BO3pacTa
MaTepun Ha YaCcToOTY YMCNEHHbIX aHoOManum xpomocom. C
MeOULIMHCKMX No3nuuin obLlee Bo3aencTBmne OTLLOBCKOIO
BO3pacTa npeacTaBnsieTcst OTHOCUTESNTbHO HEDOMbLLNM U
NPaKTUYECKN HE NPUHUMAETCA B pacyeT pakTUYECKNN
PUCK NOPaXXeHns1 AOMUHAHTHOW MyTaumen pebeHka,
MMEIOLLIErO NOXMIIOro oTua.



METOAbl N3YHEHUA TEEHETUKW

s
WG‘I’MII Imlcmllllﬂm
reHnanbHbixX noaen

YEJIOBEKA

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

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

3. OepmaTtornuncdmnyecknn metoa (Npeanoxun B
1892 1. ®.[anbToH).

4. MonynAuMoOHHO CTaTUCTUYECKUN METOA,
(npeanoxwunu B 1908 r. I Xapan n B.BanHoepr).

5. LUntoreHeTnyeckuun metopn (NpeasrioxXmnn B
1956 r. [1.Tno n A.JleBan).

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



e K HactosiLuemy BpeMeHU OnucaHo CBblille
3500 HacnepcTBeHHbIX 6Oone3Hen. Okono
5-5,5% peTen poxaarTca ¢ HacneacTBeHHOMU
Wnu BpOXAeHHoOU nartonoruen. [lonoBuHa
CMOHTAHHbIX abopToB obycrnoBneHa
reHeTuyeckmumm npuumHamun. He meHee 30%
nepuHaTanbHOWU n HeoHaTalNibHOU
CMEepPTHOCTH o0ycrnoBneHo BI1P n
HacneaACcTBeHHbIMU OOne3HAMM C OpyrumMmu
NPoSABIIEHUAMM.

e C reHeTU4YeCKOUN TOYKU 3peHUs BCe OOrne3Hun B
3aBUCUMOCTU OT POJSIU HacCrneACTBEHHbIX W
cpenoBbiX (haKTOpOB B UX Pa3BUTUU MOXHO
pasgaenutb Ha 3 rpynnbil.

_ap Y




1. HacnencTtBeHHbIE OONE3HU - 3TO rEHHbIE U XPOMOCOMHbIE
HacneacTBeHHble bonesHn(remounmsa, PEeHNNKETOHYPUsI, MyKo-
BUcUnao3, bonesHb dayHa v ap.)

2. bones3Hn c HacnegCcTBEHHOW NpeapacnonoXXeHHOCTLH0. X B
CBOIO o4Yepeab MOXHO pasgenuTb elle Ha aBsa Buaa.

bonesHn, HacneaCTBEHHOCTb NPU KOTOPbIX SIBMSIETCS
9TUONOrM4YecKkMM akTopoMm, HO AN NX NPosiBNEHUA HEOOXOAMMO
OenNcTBMe COOTBETCTBYIOLLIEro dpakTopa BHELWLHEN cpeabl (Hanpumep
nogarpa, anaber)

bonesHu, aTnonorn4eckumMmmn baktopamm nNpu KOTOPbIX SABNSIKOTCS
cpenoBble BMNSHUS, OOHAKO YacToTa BO3HUKHOBEHUS N TSXKECTb
TeyeHnsa bone3Hen 3aBUCAT OT HacneaCcTBEHHOM
npegpacnonoXxeHHocTn. K Takmm 6one3HsaM OTHOCATCH
aTepoCKepo3s, rmnepToHmnyeckas 6onesHb, As3BeHHas 60nesHb,
ncopuas un gp.

3.bonesHu, B NponcxoxageHnm KoTopbiX HacneacTBEHHOCTb He
nrpaet ponun.(3To TpaBMbl, OXXOr, UHPEKLMOHHbIE DONE3HN)




HACJIEACTBEHHBIE BOJIE3HHN

I'EHHBIE

MVYJIbTHU
MOHOI'EHHBIE INOJIMT'EHHBIE DPAKTOPHAJID -
HBIE

A -TOMUHHUPYIOIINE

A - PEHECCUBHBIE

X - CHEIIVIEHHBIE

Y - CIHEIIVIEHHBIE

XPOMOCOMHBIE

N3MEHEHHUE
YUCJTA
XPOMOCOM

MOHOCOMMYA

TPUCOMUSA

XPOMOCOMHBIE

INEPECTPOUKH




0 3aboneBaHusi, 00yCrOBIEHHbIE N3BMEHEHNAMU YNCTIA U CTPYKTYPHI
XPOMOCOM(F€HHbIE N XPOMOCOMHbIE MYyTaLMM COOTBETCTBEHHO),
Ha3bIBalOTCA XPOMOCOMHbLIMU Bone3Hamu. Hem 6onblue
XPOMOCOMHOIo Matepuarna BoBfie4eHO B MyTaLUO, TEM paHbLUe
nposiBnseTca 3aboneeaHne 1 TeM 3Ha4YnTeNbHEE HapyLLEHNS B
d13n4EeCKOM 1 NCUXNHECKOM Pa3BUTUMN.

0 3aboneBaHusi, 00yCnoBrneHHbIE N3MEHEHUSMU CTPYKTYPbl MOMEKYNbI
OHK(reHHble myTaumn), Ha3bIBalOTCH FeHHbIMU BONe3HAMMN.
PeHOTUNNYECKU FrEHHbIE MyTaLMN MOTYT NPOABMAATLCA Ha
MOJIEKYSIAPHOM, KITETOYHOM, TKAHEBOM, OpPraHHOM U OpraHU3MeHHOM
YPOBHSAX. [ eHHble MyTauun HacnegyTca no 3akoHaMm MeHpens.

0 [Ona HacneacTtBeHHbIX BonesHen xapakTtepeH KIMHNYECKNU
nonumMopdounam.




0 TepMmuH «HacnencTBeHHbIEe DoNe3Hn» N «BpoxaeHHble
bornesHn» He ABMATCA CUHOHMMaMU, TaK Kak
BPOXXAEHHbIE DONE3HN(NPosBNALLMECH C MOMEHTA
POXAEHUA) MOTYT BbITb 0OYCNOBIEHBLI KaK
HacneaCcTBEHHbIMU, TaK U cpeaoBaMun TepaTOreHHbIMU
doakTopamu(cndounmc, KpacHyxa). B 1o xe Bpema He Bce
HacneacTBeEHHbIE DOME3HN ABMAITCA BPOXAEHHBbIMU
(BepOSATHOCTL, X okorio 50%). HekoTopble 6one3Hu
NPOSABNSATCA B 4ETCKOM Bo3pacte(mmonaTtus ioleHHa,
remodpmnus), gpyrne- B 3penomMm(MmMOoTOHNYECKaS
OVUCTOHUA, Xoped [eHTUHITOHA) N gaXe B MOXUIOM
(bones3Hb AnbLurerimepa)



1 B OCHOBY TrEHETUYECKOW
KNACCUPUKALNIA
HACINEOCTBEHHbIX BEONE3HEW
MONOXXEH 3TUNOJNTOMMYECKNN
NPUHUMN: TN MYTALIMA K
XAPAKTEP BSAMMOOENCTBUNA CO
CPEOOW.




[

B obbigeHHOM npeacTaBneHnn MHOMMX Niogen HacneaCcTBEHHbIMU
CUMTalOTCS TOSbKO Takme 3aboneBaHusi, KoTopble 0683aTensLHO NepeaarnTcs
B pA4y NOKOMEeHUU, Mo KpanHen Mepe OT poaAUTENEN K OeTaM, eCnn He
yepes nokosieHne. [lencTBmuTernibHo, Takne 3aborieBaHna CyLLECTBYIOT, HO
OHW Janeko He ncyepnbIBaT BCEro MHOroobpasunsi reHeTU4ECKNX
bonesHen. ECTb 1 MHOXECTBO APYrux TOXe CTPOro HacrneaCTBEHHbIX
3aboneBaHnn, NpPM KOTOPbIX XapakTep CEMENHOro0 HAKOMIEHNS NHOWN:
npsMon nepenaym 6onesHn ot poanTenen K 4ETAM HE NPOUCXOANT, U
pacnosHaTb UX HacnegCcTBEHHYIO NPUPOLY HECKOSLKO CITIOXHEe.

[encrteutenbHO, Korga y BrnosiHe 300POBbIX poauTernen poxaaroTcd
bonbHble OETK, Aa ele N C TaknMm 3aboneBaHMEM, KOTOPOro HE BbINO HU Y
KOro M3 NpeakoB My>Ka UIn XeHbl, UM YacTo ObiBaeT NpocTo TPYAHO
NOBEPUTL B TO, YTO 3aboneBaHme Bce-Taku UMEET HacneaCcTBEHHOEe
nponcxoxaeHue. belBaloT 1 Takne 3aboneBaHus, KOTOpPbIE HaAcneayTCs,
HanpuMep, TOSIbKO N0 MaTEPUHCKOWN NMIMHUX ManbYMKamMn, NnpudemMm maTtepm
OOrnbHbIX CbIHOBEN NOYTU BCEraa B 3TOM OTHOLLEHUN COBEPLLUEHHO 300POBbI.

Pasobpatbcs B aTOM nyTaHuue, B O6LLEM-TO, HE TaK CIIOXHO C MOMOLLbIO
KInaccuyecknx npasus HacrnegoBaHus, KOTopble Bbinn cdopMynMpoBaHbI
elle pogoHavanbHUKOM reHeTukun . Mengenem 6onee ctoneTus Hasag v B
AanbHenLWemM MHOIoKpaTHO noaTBepPXKaeHbl U AONONHEHbI MHOTMMM
y4YeHbIMN. HeKoTopble NMPpUHLKUMLI B3aMMOOTHOLLEHNN MeXay
HacregoBaHMEM FreHOB U MPU3HAKOB YXKe BbInn 06bACHEHbI HA NpUMepe
rpynn KpoBwu, a B bornee obuwem Bnae cBoAATCA K NOHATUIO O JOMUHAHTHbIX
N PELIECCMBHbIX FEHaxX N NpusHakax.



AyTOCOMHO-TOMUHUPYIOIIUN THII
HACJIeI0BAHUSA

1. boJie3Hb BCTEYAETCS B KOXKIOM MOKOJIEHUH POJIOCIOBHOM.
2. CooTHOI1IEHHE 00JIbHBIX MAJIBYUKOB M JICBOYEK PABHOEC.
3. bOJIE3Hb Y TOMO3UTOT MIPOTEKAET TIKEIIEE, UEM Y TETEPOZUTOT.

4. BeposTHOCTh POXKJICHUS O0JIBLHOTO peOCHKA, €CJIM OOJICH OAUH U3
poauTenen, paBHa 50%.

5. Bo3MOXHBI ciiydau, Korjaa 00JI€3Hb HOCUT CTEPThIM XapakTep (HErmoaHas
NEHETPAHTHOCTH I'€HA).



MHUKPOCOMMUA

» CunHapoM nepgoii :xadepHOH
AYT'H.

» KiMHHYeCcKHe NPU3HAKHU:
OIHOCTOPOHHSA aHOMAJIUA YIITHOU
PAKOBHHBI U TUIIOILIA3USI HUKHEU
YEJIFOCTH;, AaHOMAJINU TJIa3; JIULLO0
ACUMMETPUYHO, HAPYIICHUE
IIpUKYCA.

« Tunm HacaenoBaHmus: AJl

= llonyassunonHasi yacrora
HEU3BECTHA




POBUHOBA CUHAPOM

Briepsbie onrcan B 1969 .

KiimHu4yeckue Npu3sHaKku:
HEOOBIYHOE CTPOCHHUE JIUIIA,
yMEpEeHHas KapJIuKOBOCTb,
THIOIJIA3MSI TI0JIOBBIX OPraHOB,
Makpoledanus, IMAKAHT,

KOPOTKUM HOC, OpaxuIaKTHIINS,
BBIBHX O€Jipa, aHOMaJIuu peoep.

Tun HacaenoBanusa — AJl

« [lonyasiuuoHHAsE YacTOTA
HEU3BECTHA



BUJIJIBAMCA CUH/IPOM

BriepBbie onmcan B 1961 r.
KinHnyeckue npu3HaKku:

HeoOpryHOE M0, HU3KUHI
POCT, KOPOTKHUU HOC,
IIOJIHBIC MIEKH, MaJICHbKas
HIOKHSIS YEIIOCTb,
YMCTBEHHAs OTCTAIOCTbh.

Tun naciaenopanusa — AJl

[HomyIAMOHHAA YaCTOTA
HEM3BECTHA.




MAPOPAHA CUHAPOM

= Brnepseie onucan B 1896 1n.
« KiuuHHYeckHe npu3HaKu:

BBICOKHM POCT, apaxXHOIAKTHUIIMA,
MOJBBIBUX XPYCTaJIMKa, IIOPOK
MHUTPAJIIBHOTO KJIAaHa,
IIJIOCKOCTOIINE, THUIIOTIIA3Us
MBIIIIII,

« Tmm HacaenoBanusi — AJl

= Yacrora HaciaenoBanusi — 0,04 :
1000.




HOIUWJAKTUJINA

+ KuuHun4veckue npusHaku:
CYILIECTBYET JIBa BAPUAHTA:

¢+ THI A, TIPU KOTOPOM
JTOTIOJTHUTEJIbHBIN MaJiell
(dyHKIIMOHAaIEeH, U THNI B,
KOTJIa IOTTOJHUTEIbHBINA Hajiell
HEJIOPA3BUT U MIPEJCTABIISACT
c000i1 KOXKHBIN BBIPOCT.

o Tum naciaenoBanusi: AJl

o IlonyassuuoHHasi yacrora —
otT 1:3000 mo 1:650




CUHIAKTHWJIUA

KiimHu4yeckue npusHaKku:
CMHAAKTUJIUSA — 3TO CPAIICHUE
PA3JIMYHBIX ITAJBIEB KUCTEN U
croI. Ha kuctax yamie Bcero
BCTpeyaeTcs Mexay 3 — 4
ImaJbllaMHM, a Ha CTOIIax

- MEXy 2 — 3.

Tun HaciaenoBanusa: AJl

HHonyassuuoHHast yacTora —
1:2500 -3000




OCTEOI'EHE3

Kinnnyeckue Npu3HAKH: HEY YEBE
MOBBIIIICHHAS! IOMKOCTD / e | Y !!-
TpyOUaThIX KOCTEH, pedep u - P = -
KJIFOYMY TP MUHUMAaJIbHOM '
TpaBMe, Acpopmanuu

KOHEYHOCTEM, roJIyObl€ CKIIEPhI

171a3, «IHTapHbIE 3yObD», F.) | AFENR
TPEYTONBHOE U0, «PHIOLH Ay AEAN
nossoukny».Pentrenonornaeckn MR E‘...=

- THEI . N
BBIABIISICTCA NCTOHUYCHHUE KOCTCHU. [
Jmml A8 |

i X

Tun HacaenoBanusa: AJl

IHonyasiumoHHast yacrora — 7,2 :
10 000



JKTPOAJAKTHUIIUA

Briepsbie onrcan B 1970 1o

KinHnyeckue npu3HaKu:
HEAOPA3BUTHE WM OTCYTCTBUE
OJTHOT'O WJIM HECKOJIbKUX MaJIbIICB
KHUCTEN UJIH CTOIl. BO3MOXHa
paciieiarHa ryosl U HeOa,
yMEpPEHHAas TUIIOIIa3Us HOTTEN,
HenpaBuiibHas (hopMa 3yOO0B,
MHOKECTBECHHbBIN KapHecC.

Tun HacjaeaoBanus Aj

HHonyasinuonHnast yacrora — 1 :
90 000 -160 000




AXOHAPOIIJIA3ZUA

« KinHnveckue npusHaKu:
AUCIIPONIOPIUOHAIbHAS
KapJauKoBOCTH (poct 120-130 cm)
32 CYeT YKOPOYCHHS KOHCYHOCTEH,
00J1b1IOH Yepen, KUCTH HHUPOKUe
U KOPOTKME, YKOPOYCHUE
OCHOBAHUS Yepena.

» Tum HacaenoBaHus: A/l

« [lomymanuonnas yacrora — 1 :
100000




BUTHUJIINT O

» KiunMHHYeckHe npu3sHaKu:
YAaCTUYHAS JEIUTMEHTAIUS KOXKU;
MOPaXKEHHUE OOBIYHO
CUMMETPHUYHOE HA PYKax, JIUILIE,
uee. boyibHbIE OUEHB
YyBCTBUTEIbHBI K YD-nyyam
(mOJIy4aroT COJTHEYHBIE OKOTH),
MOBBIIIEH PUCK PaKa KOXKHU.

« Tmnm HaciaenoBanusi: AJl

= [lonyassuuonHas yacrora—1:
100.




TMOEPTPUXO3 («JTIOIU — BOJIKW»)

» KinmHnYeckne mpu3sHAKHU: YPE3MEPHBIK POCT BOJIOC HA BCEX YACTSX TEJIA,
KpoMe JaJIoHer 1 oaoB. Co CPENHUX BEKOB 3aPETUCTPUPOBAHO TOIBKO
50 cny4aeB KOHT€HUTAIIBHOTO THIIEPTUPX03a. J[pyrux OTKIIOHEHUHN B
pa3BUUU HET. JIOKAIIbLHBIN TUIIEPTPUX03 MOXKET OTMEUATHCS IIPHU
HapylIEHUU OOMEHAa BEIIECTB.

» Tun HacaenoBanusi: AJl. [TonmyassmiuOHHAsA YaCTOTA HEU3BECTHA.

Ab6nan n3

- KazaxcraHa
P
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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.




AXOHOPOIEHES

KnnHunyeckmne npusHaku:
BOOSAHKa nnoja, peskoe
YKOpOYeHNe KOHEYHOCTEN, Luen
n Tynosuwia, dosnbLime
pa3mMepbl Yepena.
PeHTreHonorn4ecku
BbISIBMNISIETCHA YKOPOYEHME
pebep n oTcyTcTBME
Kanbundomkaumnm Ta3oBbIX
KOCTEN N NOACHUYHBLIX
NO3BOHKOB.

Tun HacnepoBsaHus: AP

NonynsauyuoHHaa yacTtoTta
Hen3BeCTHa




AOPEHOMEHUTANBbHbLI CUHOPOM

0 KnuHuuyeckne npusHakm: e

XXEHCKNIN rncesgorepmadpo —
OVUTU3M, NOBbILLEHHAS
ceKkpeunsi ropMOHOB KOpbl
HagMno4Ye4YHMKOoB; rmnepTpodouns
KnnuTopa un runepnurMmeHTaums
reHnTanbHoOM obnacTu,
BHYTPEHHME MOSI0BbIE OpraHsbl
cdhopmumpoBaHbl NpaBUnbLHO,
paHHee NosioBoe Co3peBaHME.

Tun HacnepoBaHus: AP

NonynauyuoHHaa yacTtoTta
Hen3BeCcTHa
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PACLWEJIMHA TYBbI

TS

0 KrnnHn4yeckue NnpuU3HaKMu:
pacuienuHa ryboi/Heba,
MUKpouedanus, Lnpokas
nepeHocuua, 4acTo 3MNUKaHT n
Tenopuam, gedopmaunm
NepBbIX NanbLUEB KNCTEWN,
NCKPUBINEHNEe HOCOBOW
neperopogkm nu aHoMmasnmu
3y0oB.

0 Twun HacnepoBaHus: AP

0 MonynauumoHHaa yactoTta — 1
: 1000




YEPEIN B ®OPME TPUTTMCTHWNKA

0 KnunHuyeckue npusHaKku:
XapakTepHasa dpopma vyepena
(BO3HUKAET BCneacTeme
BHYTPMYTPOBHOro 3apacrtaHus
LLIBOB) M nnua, BbICOKUM 1100,
NTO3, KNHOBOBUAHBLIN HOC,
aHTUMOHIoNouaHbIN paspes
rmas. Hacto BcTpeyaeTcq B
COYEeTaHuN C apyrnmu
aHoManusamu.

Tun HacnepoBaHus: AP

NonynauyuoHHaa yacToTta
Hen3BeCcTHa




HYHAH CUHOPOM

BnepBbie onucaH B 1928 T.

KnnHuunyeckmne npusHaku: runeptenopmsm, anMKaHT, HU3KO
NoCa)XeHHble yLUW, HapyLleHne npukyca, aHTUMOHIONTONAHbIN
pas3pes rmas, KpMNnTopxmam, aHomManum rpygHon Knetku, HU3KUM pocT,
NOPOKN cepAua, YMCTBEHHAA OTCTanoCTb.

Tun HacnepoBaHuA: AP ; lNonynsaunoHHana yacTtoTa HeM3BECTHA




KOKKEVHA CMHOPOM

0 Bnepsble onucaH B 1946 .

0 KnunHuyeckue npuUsHaku:
HWU3KOPOCHOCTb,
ctapoobpasHoe nuuo,
MUKpouedanus, YMCTBEH -
Has OTCTarocCTb, AereHepa -
LUMa cetyaTku, gedopmauunm
CyCTaBOB, KUieBuaHasa
rpygHas knetka, Tpemop,
aHOPEKCUA, KPUNTOPXN3M.

0 Twun HacnepoBaHuda: AP

0 [lonynauuMoHHasa YyacToTa
HeunsBecCTHa
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CuHppom Mopkuno onuvcaH B
1929 .

KnnHn4yeckue npusHaku:
OTCTaBaHMe B pOCTe,
aedopmaumsi N0O3BOHOYHUKA U
rpyavHbl, aedopmaumng
KONEHHbIX CyCTaBOB, KOpOTKas
led U rmnepTpodua HUXKHeEN
4yacTu nuua, 60nbLION XXUBOT.
CmepTb Yalle oT cepaeyHou
natonorun ao 20 ner.

Tun HacnepoBaHus: AP

NonynaunoHHaa yacToTa
HensBecCTHa



KAPUNOTUI LIEJ'lOBEKA?
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XpOMOCOMHble 3abonieBaHuUs
CBS13aHbl C @aHOMaINAMM
yucsia Uan CTpyKTypbl
XPOMOCOM.

N8 HUX XapaKTepHO: Manbli
DOCT U BEC NMPU POXAEHUM;
yepenHo-nLUEBbIE
ancMopdun; yMcTBeHHas
OTCTaNoCTb;
MHOIMOCUCTEMHbIE
NOpa>eHuns.

Tonbko 3-5% HacnegytoTcA.



*

1. bonewT TONbKO ManbynMKM NO JIMHUN MaTEPMU.
2. PoguTtenu npobaHaa 340pOBbI.

3. BonbHOWM MyX4YMHa He nepegaeT 3aboneBaHne, HO BCE ero
AoYepu ABMAITCA HOCUTENbHULLAMMN.

B 6pake XXeHWWHbI-HOCUTENbHULbI C 60/TIbHBIM MY>XX4YUHOW
50% poyvepenr u 50% cbiHOBEN 60/1bHbI.



[ NOPOLIEDATTNA

+ KnnHnueckue npmsHaku:
yBennyeHme obbeMa ronossl,
paclnpeHmne XenyanoukoB MO3ra;
NCTOHYEHUE N pacXOXAeHUEe KOCTen
yepena, AUCrnponopumnst Mo3rosou u
MLUEBOWM YacTen yepena,
Kocornasune, yMCTBEHHas
OTCTa/IOCTb U 3aAepPXKKa Pa3BUTUS,
PaCcCTPOMCTBA ABUXEHNN U
KoopAWHaUWUWN, HUCTArM, atpodus
6enoro Bewecrsa Mo3ra.

Tun HacnegoBaHUA: X-peLeccuB.




[EMOOUNITNA A

¢+ KnunHnuyeckue npmsHakm:
NoA- N BHYTPU KOXHbIE
KpoBOTeYeHud,
KPOBOU3NTUSHNSA B KPYTMHbIE
CYCTaBbl, MOAKOXHbIE U
MEeXMblLEeYHble FreMaTOMbl,
remMaTtypusi, CUiabHoOeE
KpoBOTeuYeHune npu
TpaBMax. lNpuynHa: gedpun-
LUT @aHTUreMoMubHOro
rnobynuHa.

+« Twvn HacnepoBaHuA: X-
peLeCcCUBHbIN

+ MonynauumoHHasa 4yacTtoTa
- 1 : 2500 (Manb4nkKoB)




OnncaH B 1866 .

KnnHnuyeckune npusHakm:
YMCTBEHHas! OTCTaJI0CTh,
NJ1I0CKOE SINLO, MOHrosiong -
Hbl pa3pes rna3, OTKPbITbIN
poT, 6paxuuedanms, KOpoT-
KMe KOHEeYHOCTU, nonepey -
Hasl NaAoOHHas CKlaaka,
NOPOKW cepua N KaTapakrTa.
YHacTtoTa poXXaeHund Takmnx
AeTen 3aBUCUT OT BO3pacTa
MaTepu.

Tvun HacnenoBaHUA:

A 4HACTOTa —



CNHOPOM KITAVH®ENLTEPA S——

« OnucaH B 1942 r. § Ao

2

+ KnnHnueckume npmsHaKmn: BbICOKNN "
POCT, XpYNKOE TENOCNOXEHMNE,
rnonaa3nsa amdyek, MMNOoTEeHLUMA U
6ecnnoaue, HabyxaHne MOJTOYHbIX
»Xenes, WMPOoKUKM Ta3, nonepeyHas
nagoHHas cknaaka, y B3pOC/blX
HaboaaeTcsa OXXMpEeHNE U CKIIOHHOCTb

A @ .k . .. ‘ u B
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¢ KnuHunuyeckue npusHaku:
HU3KNN POCT, NepBUYHAA
ameHopesd, 6ecnnoaue,
CTepTble BTOPUYHbIE MOJI0OBbIE
NPU3HAKU, KPbITIOBUAHbIE

e KOXHble CK/I1aAKM Ha Lee,

P~ BpPOXAEHHbIE MOPOKK cepaua,

] rMnonaasns Hortem, CHMXXeHue

OCTPOTbl 3pEHUNSA U CNYyXa,

nonepeyHasl NaAoHHasa cknag -

Ka, HE3HAYUTENIbHOE CHUXEHNE

YMCTBEHHOIO pa3BUTUS.




CVHOPOM MMATAY (TPUCOMMUSA 13)

o« OnwucaH B 1961 .

¢+ KnunHnuyeckue npusHakm:
MUKpouedanusa, pacwenne
—Hune rybbl n Heba,
NONNOAKTUNNSA, Y3Kad
rfla3Haqa Wesb, SNMKaHT,
NOPOKWU BHYTPEHHUX
OpraHoB, rmnonJJjasus
HaPY>XHbIX MOJIOBbIX
opraHoB; 95% ymMmupatloT Ao
1 ropa.

+ Twvn HacnegoBaHUA:
TMpucommsa 13

+ MonynauunoHHasa 4yacrtoTa-
1: 7500




CUHOPOM KOLIAYLEIO KPUKA
(MOHOCOMWUSA 5p)

o« OnucaH B 1963 .

KnnHunuyeckune npusHakm:
HeobbIYHbIN MJ1ay,
HanoOMMHAKLWMUN KoLlaube
MAYKaHbe, MUKpouedanus,
AHTUMOHIONIONAHbIN pa3pe3
rfias, yMCTBeHHas OTCTasoCTb,
nyHonoo6pasHoe nunuo,
3MMKAHT, rmnepTenopusmM,
aHOMaJIMN BHYTPEHHUX
opraHoB. YMupatoT 4vauwe o 10
NeTHero Bo3pacTa.

+ TwMn HacnepoBaHUA:
MOHOCOMUA 5 p




CMHOPOM CBAEPA (QNCIMEHE3UNA
[OHAL, XY TUIT )

¢+ KnunHnyeckue npusHakm:
Hapy>XHbl€ MOJI0Bbl€ OpraHbl
copMUMpPOBaAHbI MO XXEHCKOMY TUMy,
MaTKa M MaTOYHble TPYObl
HeaOopa3BUTbl, aMeHopes,
6becnnoamne. YpoBeHb 3CTPOreHOB U
TECTOCTEPOHA CHUXEH, a
FOHaAAOTPOMMHOB MOBbILIEH.

+« Twun HacnepoBaHUA: X-
peLeCcCUBHbIN

+ MonynauuMoHHasa 4YyacCcToOHa
HEU3BECTHA




CHOPOM SJIEPCA-OAHJIO

e Onwucan B 1657 .

o KnnHnyeckue npusHaku:
rMNeppacTsaIXMOCTb
coeMHUTENbHOW TKaHWU
(HapylleHne cMHTe3a
KoJiJlareHa); Koxka TOHKas
Kak 6ymara; nepernbaHue
nanbLeBbIX CyCTaBoB Ha 90,
a JIOKTEBOIro U KOJIEHHOro
cyctaBoB Ha 10 °; nopoku
BHYTPEHHUX OpPraHoB.
CywecTtByeT 8 TUMNOB.

+ Tun HacnepoBaHuA: X-
peueccus., Al, AP

MonvnsumMoHHAaA 4acCToT:S




= OnucaHa B 1856 I,

UHUYECKNE NPU3HAKN: peaKoe reHeTudeckoe 3abonesaHune, YCKo-

~ psoulee npolecc ctapexus B 8-10 pas. [letn ymmpatot B 13-15 ner

-Jp_cne HECKOMBKUX MHADAPKTOB N NHCYMBTOB APAXIbIMU CTapukamu.
3Hb BbI3blBaeT MyTaHTHbIM reH LMNA, oTBevatowmm 3a cuHTE3
oenkoB Lamin A,B,C, HeobxoammbIX ANa COEANHUTENbHOW TKaHMW.
HacTtynaet ToTanbHasa anoneuus, Ha KOXXe Yyepena BblpaxeHa
BEHO3Had ceTb. TN HacnegoBaHUA 1 NONYNALUOHHAA YacToTa
HEN3BECTHbI




FMAQTNCOTDAQLILILIV DY YYNNANMNMADALIIIAIA DDA
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cue‘mﬁﬁmblmm reHamMmu. BepodaTHo, L+To B 6y,u,yu.|,e|v| Bo3paCTeT 4nCno
.....Heonnactnyeckmx 3abonesaHni, NOCKONBLKY coOMaTUYeckne MyTauum,

“* BbI3blBAaEMbl€ areHTaMu BHELLIHEN cpeabl, 4acTo Cry»aT NPUYNHON
HOBOOBGpPa30BaHUN.

= Lllnpoko pacnpocTtpaHeHO MHEHME O TOM, YTO Brnarogaps COBpEMEHHON
MeauunHe gencTeme ectecTBeHHoro otbopa ocnabno. OgHako aTo
yTBEPXOEHME CnpaBeanmBo NULb OTYaCTU. HMKaknm neveHmem o cmux
Nop He yaaBanocb NpeaoTBpaTUTb NOCNeACTBUA XPOMOCOMHbIX
abeppauun (cnHgpombl dayHa, KnanHdensrepa n ap.). Anga atux
COCTOSAHUW OENCTBNE €CTECTBEHHOIO OTbopa HE M3MEHUNOCH.
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TEPMWUHONOIMYECKUIA N
CNOBAPb =

Akpouedanus - BbICOKUU
«balleHHbIny Yyepen.

Anoneuuns — cToOMKoe Unu
BPEMEHHOE BbINageHWe BOMOC.

AMeHopes — OTCYTCTBME
MEHCTpPYyasibHOro LmKna.

Anna3ua — nonHoe OTCyTCTBUNE
opraHa uJjin 4actu ero.

ATpe3usa — oTCyTCTBME KaHana
NN eCTecTB. OTBEPCTUMN.

ApaxHoOaKTUNUA — HEOObIYHO
ONWHHBbIE W TOHKME Nanblibl.

BpaxmngakTunusa — ykopodyeHue
nanbLeB.

Butunuro — oyarosasa
AenurMmeHTauuns Koxu.

'MnepTenopuam —LLMPOKO
paccTaBneHHble rnasa.

M'MnepTpnxo3 - n3bkITOYHbI
POCT BOJIOC.

'Mnonnasua — HegopassnTHe
opraHa.

M'MnoroHaguam — >
HeOopa3BUTUE MOSIOBLIX Xerles.

Kpuntopxuam —OTCyTCTBME
OJHOro NN odboux AnNYex.
Makpouedanusa — ypesmepHo
bonbLlas rofoea.

MukporeHnsa —manble pa3mepbl
HUXXHEW YencTu.

Mukpouedanua — manbie
pa3mMepbl rofIOBHOrO MO3ra.

NMonupakTunua — yBenn4yeHune
KOnn4yecTBa narlibLeB.

lNMporeHus —4pe3mepHoe
pa3BUTUE HUXHEW YENIOCTN.






