


AKTYaJBbHOCTH U3y4aeMOil MPODJaeMbI

B 0CHOBE HaCIIEICTBEHHBIX OOJIE3HEH JI€KAT MOJIEKYIAPHO-
TCHETUYECCKUE NC(PEKThl FTEHETUYECKOTO Mareprania kieTku. Kak ¢
CaMOM T'€HECTHMYECKOM IIaTOJIOTMEHU, TaK U C €€ ITOCJICIACTBUSIMU,
CTAJIKUBACTCS IPAKTUYECKHU KaXKIbId Bpady HE3aBUCHUMO OT
poduiIsi OKa3bIBAEMOM WM MOMOIIM, HOATOMY 3HAHUS B JJAHHOH
00JIaCTH MO3BOJISIIOT Jy4Illle OPUEHTUPOBATHCS B HACIICACTBEHHBIX
00JIe3HAX.

HacnenctBenHbli€ 3a0071€BaHUSI MOTYT CIIY>KUTh OJTHOM W3
KJIFOUEBBIX TIPUYUH PAHHEU MHBAJIMIHOCTU U CMEPTHOCTH.

Hannuue pacneacTBeHHONW aHOMAJIUM BEAET K CHUKEHUIO
KayeCTBa KU3HU YEJIOBEKA, YTO, B CBOIO OUEPE/b, OTPAKAETCS HA
€ro COIMaJIbHOU aKTUBHOCTU.




AKTYAJILHOCTH M3Y4aeMoul NpodJieMbl

Opdannbie 3a00€BaHUS 3aHUMAKOT

OJIHy M3 NIaBHBIX NMPUYMH CMEPTHOCTH M
WHBAJMAN3AMUA B JICTCKO-TIOAPOCTKOBOM
nonyssiuvu.  KIIFO4EBOE€  MECTO — cpeau
op¢aHHBIX OoJIe3HEn NPUHAIJIEKAT
[IAJIMOIIATUSAM, B OCHOBE KOTOPBIX JIEKHT
IFCHETUYECKUM Ae(EeKT cHHTe3a OCIKOBBIX
CTPYKTYp, OOECIEUMBAIOIIUX -~ PA3BUTHE
CIIEUAIIbHBIX KJIIETOYHBIX OpTraHeIll —
IUJIAN U PECHUYEK.

K uncimy peako BCTpeHarOIIMXCs
HWINOIIATUKA, B TOM YHUCIE, ©W  Ha
Tepputopun  OpeHOyprckoii | obaactu,
OTHOCHTCS CUHOPOM
mopakoachukmuueckou OucCnia3uu uiu

DpaHLy3CKUl eauaTp
M. Jeune
B 1955 roay onucau ciayyau ceMenHOM
yAylIamei rpyaHoi gucrpopuu -
cuHapom Kene.
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1) HpOBé’CTI/I TEOPETUUCCKHUIT 0030p CYHI@CTBYIOH.I@I/I JIATEPATYPBI
10 JJaHHOM ' HPOoOIeME;

2)  U3yuYdTh MHCTOpHUIO 0O0JE3HM peOEHKAa C CHHIPOMOM
TOPAKaC(PUKTUYCCKON NUCIIIA3HM:
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O0BexT nccne,uﬁ'BaHn ' z[mco -OMOJIOTUYECKUE CTAThU U
MOHOTpauu 110 / Hp0§ﬁ€ c, T/opwl O0o0JIe3HM pEOCHKa C
CAUHJIPOMOM }KeHe |
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Kparkas TEOpeTI/I‘leCKaH cnI@BKa

ba\ Cunapom 7Kene 2

| mOTEHLMANLHO CMEpPTENLHOE
%‘&6 ' XapaKTEPU3YIOIIASICS )
pPa3sBUTHED YHBIX CKEJIETHBIX
TUCIITa3Ul (B “BHAC-Y3KOH TIpymHOH
KJIETKH) C - JbIXaTCJIbHBIMH U

)
ITIOYCYHbIMU HpQSIBJIeHI/I}IMI/I

PecrimpatopHsbie HapymeH ust

ITMPOKO Bapbnpy}omfsf /ot |
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IbIXaTeJIbHOU HCHOCT}PE‘IHﬂCTI/N 158
CMEpPTH 10 ,I/IHﬁ) THIBHOTO
JATE€HTHOTO .
PECIIUPATOPHBIX

——

Pebenok ¢ cungpomom Kene.




Jtnonorus cungpoma Kene

[Ipeamnonaraercs, YT0 MyTaHUsA
3aTparuBagt JIOKyc xpoMocombl 15q13
1 3¢25.335uT0, B KOHEYHOM HTOIE,
BEJICT K CABUTY SXPAMKH CUMTHIBAHHS.

B pe3ynbTare IIPON3OLICAIICH
«TOYCYHOW».  MYyTallMl- HapyIIACTCS
(GYHKIIMOHUPOBAHKE PECHHUYEK,
PECTABIISIIOITUX. BBIPOCTHI Ha

anyKaJbHOM MOBEPXHOCTH KJICTOHHOM
MeMOpaHHI.

[ToMuMo GyHKUMH ABUKCHUS,
PECHUYKHU SIBJISIFOTCS Ba)XHBIMU
UHIYKTOpaMHU  KJICTQUHQM
nposmdepanun ¥ gubGEPSHITMPOBKH,
Urparoiux OOJILIIYK) POJIb B IpOlEEce

MHTEHCUBHOTO POCTd, Pa3BUTNs QPraHOB S

M TKauei (ocoGeHHO B mporecce CTpyKTYypHBIii AeeKT JOKYCOB
TUCTOTEHE3a BO " Bpems xpomocom 15q13 n 3q25.33
BHYTPUYTPOOHOTO  ““Pa3BUTH) Y i

PEeNAapATURHAIX UIMEHEHUI fL.s
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PYKTYPHBIM KOMIIOHEHTOM

Bocemb wanepoHuHoB

19050197051 ercst OeloK — TYOyJIMH, Y . W 3 i
3 OpOr0  ONIpENENIeTCS “ o Bonamepos
-~ g ynuHa
MHOJKECTB

CPeiil KOTOpBIX e sl Aot e
BBIHGHHI-OT reHBK = 7 Ty6yHH1 \_ | .V = - Y TyOynuHa CBA3LIBAKTCA
JIEKUT B OCHOBE MMKPOTPYOOUEK, o OV ©O
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: cea3biBaeTcA ¢ MO
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KodakTops cnocobersyior

o - a B accoumalymMu MOHOMEpoB

TyGynmuH COCTOMT U3 ABYX 0.- # f- @y fois
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KOTOPBIX  ONpEAEsieT [ & R A EOPNTRE

&w 4 u rugponus T nog

neincrenem B-TybynuHa

resoB 15q13 u 3q25.33/m
MOCTTPAHCIAIHOHHBIM b
M3MEHEHHsIM OTHOCHICH
AMMEpPOB Tyﬁy.]mHaf '

MUKPOTPYOOUEK.

Tpu KodakTopa
AMCcoumMupyioT,

al B BhicBOBOXKAAR
Ty6yNUHOBLIW AuMep

+00pa3oBaHUE, |
AT (o INSCRBNVEE COM . ool i s o e O S S S s i s P T S
r g by @ Mpwu yyacruu B-TybynuHa

npoucxoaut obren FAP
P ‘ Ha T u coszpaercs
v monekyna rybynuxa
rotoeas ans
GYHKUMOHUPOBAHUA

AWMEP TYBYIMHA
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TyOyJIMHOBBIE CYOBEIUHUIIBL

CKPyYHMBAlOTCA  OTJACIBHO, a  3aTeM
KOHTaKT TIPH  y4acTHH
eKOTOphIE K3 KOTOPBIX |

HbI TyOynuHa. Moryr |
A, B, DuE, |

MOCKOJIBKY %pr KOH(popMall
CyObeIMHUIL TyOyJIMHA HECTaOWJIbHA
TEX TOop, HOKa'i’oHH HE SIBJISIOTCS YacCThIO
TyOyJIUHOBBIX JTUMEPOB.

Hao00opoT, " MOXKET BO3HUKHYTH |
HEOOXOOUMOCTE ~ HEMHOIO  M3MEHHTH |
CTPYKTYypy CyObeauHUIl a U b ¢'Tem,
YTOOBI OHM JIYYINE ITOIXO MM, ", '

APYTY.

Jl1st qucconmanun Koge
3aBEPIICHUS poLECCa :

HeoOxoauM kodakrop [C

-

sHeprud, B Buge /L7
TUJPOIN3YETCS  TIOH /)
TyOyJiHA.
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INOHrauuA MukPOTPYBOYKI NPOJONKAETCA A0 TEX NOp,
NOKa KOHUEHTpauws csobogHoro TybynuKa
HE IOCTUTHET KPUTHYECKOR KOHUEHTPALMK
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Cunte3 a- U b-TyOyauHOB TOyMuH KORTRORWPYET CBOi chiTe3
| peTyIUPYETCs MO MCXaHH3MY OOpaTHOM : : meduniver. com
‘ CBsI3H, K Il 3aBUCUT OT KOJIMYCCTBA : :
N,&Q‘:T}’HHO eIKe TyOy/IHMHa. | ATOMPASNA ~ ARAAR - UG
Oan MOMEHT TPAHCIIALWH | P f :\
HOJTATICNI TH AHA b . TyOynuHa, [ i3 ARAAA
cxXoAsIast T cC .pt Bl,  MOXET HPHK G & \
CBSI3BIBATHCA .  JIMMEPOM TyOyJIMHA, UG : I Y
KOTOpPbI1 ~ AKTMBUPYET  CIELUAIBHYIO | | : o ﬂ
PHKa3y, pa3pymaronryio m-PHK. | : | PHiai
TaxuM _0Opa3zoM, B KIETKE € b - o f A
IIOBBIIIIEHHBIM cozepKaHreM BAoss ofpe- © Puocoma B \,
TyOyJIMHOBBIX TUMEPOB COOTBETCTBYIOIIAS | J0B3KHGH y
MéPHK OKa3bIBaeTCsI MEeHEe yCTQgﬁHBoﬁ/ﬂ nonunenTy o
00pa3yeTCsd MEHBIIEC HOBBIX . MOJICKYII W 0 ;
Tygyﬂi,[Ha. ‘1, y’ 7 y E‘WW‘“& | : : ; 7
COOTBETCTBEHHO} %’%11 M s K i
KOHLIEHTpauus  TyOyiayHa e, b : \
HHKE YPOBHS HOPMBI, OOf 3}3 ----------------- s . o o i o
%/?IJEKYH CTaOMIIBHOU g%y o Bolcokan " Nowep TyEyMka ConsBReTcn :  ATHBHpORRHHGH
L COUPYCTCR g s KOHLEHTpRLMA  ( nocnenosarenshocrei ERN HyK1ea3a ferpagupyer
Tybynnka © o nakmieupyer wykneayy -+ WPHK yBymuke
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Onucanne KJIMHHYECKOro cayuas cuiapoma Kene
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“"Pon T 4-ii MO CYeTy |-
6€p€MCHH§CTI/I H.

IepBast 6epeMeHHOCTh MaTepH 1
3aKOHYMIIACh CMEPTBIO
HOBOPOX/ICHHOLO ~ OT CHHApPOMA
IBIXaTCIIbHBIX paccTPOKCTB
(CIP).

Bropas 6epeMeHHQ€TL A

POXIECHUE  3I0POBOM _WHAEBOYKHU
(1994 1) Tperbs OEpeMeHHOCTH (£
ObLJIa UCKYCCTBEHHQ IIPEPBaHa [TI0 |4
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Heneme y OEpPEMEHHOCTH:
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OmnucaHue KJIMHHYECKOTO ciiyvyasi cuHipoma JKene
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OTCTABAHWEM B (DU3MUYECKOM M
HEPBHO-TICUXUHECKOM

pe6eHKax - IPaKaJTMCh

pa3BUTHHU, a TaKXKe YaCTBIMU
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pPECIIUPATOPHBIMU
3a00JICBAaHUSIMH.
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Onucanye KJIMHAYECKOIO caydast ¢
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poma 7KeHe
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B 2013 roz[y B I. CaHKT-
[TetepOypr \Qbl1  YCTaHOBIIECH

IMArHO3: TOPaKoACHHUKTHISCKast |
aucmiasus (CUHAPOM }KéHe) |
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CONIYTCTBYIOIIAs H&TQSIOFHH —*‘,"

XPOHUYECKUI 6p0171x(1‘/;1,0~n
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Onucanue KIMHUYIECKOIO CJAyYas C
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16'r. peGerKy |
ObLIH IPOBEICHbI zui,e |
TOpaKOHJI'L;CTI/I‘IeCKI/Ie OIEPALAN C
HCTIOJb30BAHHEM TUTAHOBBIX |
IIJIaCTUH, KOTOPBIE 06ecne:ﬁ'3’1§
YaCTHYHYIO KOMICHCALHIO |
BPOJKIECHHOTO TIOPOKA.
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Onncanue KINMHIYECKOTO Ciaydyasi cHaapoma Kene
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PeHTFeHOFpaMMél{pngOﬁ '(.11 RTKHU nlc.ne TopakomactTuku (2016 rox)
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Onucanue KJIMHUYECKOIO cnyq/aﬂ cuHapoma 7Kene
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OSIHUE PEBEHKA B HOCJIEI[HI;E 1" OJbl HA JIIOI[EHI/IH Ha
CHUU MOCHEAHUX 2-X JIET MajbuuK ObLI HCO,Z[HOKpaTHQ 'quHI/ITaJII/ISI/IpOBaH B
€ PeaHuMaliy 1o NpuInuHe Bpra)KeHHBIX HapymeHHI/I ):[bIXa/teJILHOH CHUCTEMBI.
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apoM JKeHe OTHOCUTCS K pez[mi\gv”ﬁacnez[CTBeHHHM

IATOJOTHS HOMAJINU B  PasBUTU#l' /KOCTHO-XPSIICBOTO
arraparasMoXHO OOHAPYKUTH, B IIEPUO BYP a TAKXKE B IIEPUOJT
pPaHHETO JETCTBA.

KoMnercanusa BpOXKICHHBIX aHOMAJIMM OCHOBBIBAETCSA HA
KOMILUIEKCHOM MOAXOME, HQBBOJI}IIOHIGFO VIYUIIATh HPOTHO3 H
KaueCTBO JKM3HH TaKUX JICTGI/I




