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3ayeM M3y4aTh HACJIEACTBEHHYIO UBMEHUYUBOCTD

OHa 00'bsICHSET, IOUEMY [EeTU TIOXOXU
Ha poauTesien, HO He TIOBTOPSI0T
UX TIOJTHOCTbIO, ¥ TIOMOT'aeT TIOHUMAThb
HacJieoBaHMe TIPU3HAKOB, MeANLIMHCKUEe
PUCKN N OCHOBbLL TEHETUYECKOTO
KOHCYJTLTUPOBAHUAI.




['eH, anyenmn v TeHOTUII YeJIOBEeKa
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1. TeH xak eguHUL A HACIeOCTBEHHOCTU

Ten — 3710 yvactok J1HK, Hecywmn viHpopmauvio o benke
W pyHKUUoHanbHon PHK. VMIMeHHO OH 3afiaeT 6uonormyeckylo
OCHOBY TIPU3HAKa U Y4YaCTBYeT B Tiepefiaue HAaCJ1e[ICTBEHHON
NHOpPMaLUN.
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3. leHoTyN U peHoTun

TeHOTUTT — 3TO COBOKYTTHOCTb BCEX T€HOB OpraHn3sma. @eHoTur
GopMMpYyeTCs Ha ero OCHOBE, HO 3aBUCUT OT TOTO, Kakue asnjenu
YHACJ1e[0BaHbl M KAK OHU B3aUMOLENCTBYIOT MeXy COOOMN.
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2. Pa3Hble BapnaHTbl T€HA

OOVIH M TOT Xe TeH MOXeT CyleCTBOBATb B HECKOJIbKUX BapUaHTaxX —
annensgx. OHy oTANYaTCT HEeDOJTbLUIVMU U3MEHEHUSMU
NMOCJIeA0BATE/TIbLHOCTU U MOTYT TIO-PAa3HOMY BJIUSITb Ha MIPOSIBIIEHUE
TIPU3HAKa Yy YyesioBekKa.
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4. IloMHMpPOBaAHVE M TIOJIUTEHHOCTb

,D,OMVIHaHTHble aJyienn 06bIYHO TTPOABIIAIOTCA B (])eHOTVITIe CuJibHee
PeueCCMBHbLLX, OOHAKO MHOT'ME YejioBeyeCKune npu3Haku
KOHTPOJINPYIKIOTCA HE OHUM, a CPA3y HECKOJIbKUMU TEHaAMU, TIOITOMY
nX HacClriegoBaHUE CJI0KHEeeE.
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OCHOBHbIE UCTOYHUKU HACJIeICTBEHHOU U3MEHYMBOCTHU

B Vyrauum JHK B KpoccuHrosep

HezaBucnmoe pacxoxageHvne XpoMocom

CnyyaliHoe onnofoTBoOpeHne

CxemMaTnueckoe pacripefiesieHne ajis y4eoHOW UTIOCTPaUun; 3HaUYeHUs yCIoBHble, 2025
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PexoMOVIHaUUS NEeNCTBYET NMOCTOSTHHO:
KaXXObl HOBbIM HAOOP TaMeT yXe
OT/IYAETCS OT MpeablayUero, aaxe
6e3 uameHeHnn B camon J1HK.

[71aBHbIV BKJ1a, B pa3HOO0Opa3ue [aioT
PEKOMOVHALMOHHDbLE TIPOLLECCD,
a MyTaluu CO30a10T UCXOOHbIV MaTepuarl
IJ1s1 HOBbLLX aJlieryien.

$,
&




MyTanum Kak mpuirnHa 1osIBJI€HNS HOBBIX

Y10 Takoe myTauus

MyTauusi — 3TO YCTOWNUYUBOE U3MEHEHUE
HaCJlIe[ICTBEHHOTO MaTepuasna. OHO MoXeT
3aTPOHYTb OTAEJTbHbIA HYKJ1Ie0TUL, y4acToK
XPOMOCOMBbL UJIU [laXe YUCII0 XPOMOCOM
B KJIEeTKe.

*

Kak oHu TIpOoSABNIAI0TCS

MHOTME MyTaluuu He 3aMeTHbL UJIU TIOUTU
He BNUSIOT Ha opraHu3m. OQHAKO HEKOTOpble
U3 HUX BbI3bIBAKOT HACJ1eJCTBEHHbIE
3a00J1EBAHUS U CTAHOBSITCS TIPUYUHON
YCTONYUBLIX U3MEHEHUN TTPU3HAKOB.

[IPU3HAKOB

YPOBHU BMEHEHUW

@ [eHHble, XPOMOCOMHbDIE Y TEHOMHbIE MYTaLUN
pa3/INyaAITCS MacliTabom. Hem KpyrHee
N3MeHeHNe, TEM Bblllie BEPOSTHOCTb
Cepbe3HblX HAPYLIEHU B Pa3BUTUU U PaboTe
OpPTraHn3Ma.

*

Ilpumepbl U 3HaAUEeHUEe

CeprioBUAHOKJ1I€TOYHAST aHeMuS,
MYKOBUCLIU,03 U CUHApPOM JlayHa
T0Ka3blBAlOT, YTO MyTALUUU MOTYT OblTb
KaK BpeHbIMU, TAaK U GUOJIOTUYECKU
3HAYUMbBIMU OJIST MEOULVHDL.
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Tunpl HacJeICTBEHHOU U3MEHYMBOCTU U UX OCOOEHHOCTHU
$

Tabnuua Noxa3blBAET, YeM OTJINYAIOTCS
OCHOBHbLE TUTIbL HACTIEACTBEHHbBIX

N3MEHEHUN TI0 MACWITAaby U MEXaHU3MY
[eHHble N3MEeHeHUsT 3aTParuBalT
N TEHOMHblE HaPYyLWEeHUS Yalle Bbl3blBAOT

boJiee 3aMeTHble OTKJIOHEHUS B Pa3BUTUN.

Tun Y10 MensteTcs Tipumep
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YyeoOHast ononorus: KJlacCCuPuKauuvs HaACNeaCTBEHHbIX MY TaLUN




Kak ¢popMupyeTcs yHMKaJIbHbI T€HOTUIT PEOEHKA

[locnenoBaTeNIbHOCTbL 9TANOB MEN03a U OTIJI00TBOPEHUS, CO30a0WNX HOBble COMeTaHUS annesien

PacxoxpeHue HoBbIN
OOMeH opMu a eTb e3ynbTaTt
XPOMOCOM reHoTUn




DTO TOKa3blBaET, HACKOJTbKO MOLLHbIM UCTOYHUKOM PA3HOOOpa3us
ABNAeTCd Meno3: KaXObl poauTernb nepenaeT NOTOMCTBY
YHVKAJIbHbI HAOOP annenen.
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Tapbl XpPOMOCOM Yy YeJlI0BeKA CO30a0T MUJIJIMOHBL BO3MOXHbIX
KOMOWVHALWN TaMeT faxe 6e3 yuyeTa KPOCCUHTOBEPA.

Buonornuecxui ¢paxT: UMCiio XpoMOCOM YeJloBeKa; pacueT
BO3MOXHbIX KOMOGUHALMI TIPU HE3aBUCYMOM PACXOX1EeHUY
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[loueMy ety OGHOU CEMbU OTJIMYAIOTCS OPYT OT Apyra
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B Brnaj npoueccos Jlaxke TIpy OANHAKOBDLIX POAUTETIAX
KaXbl peb6eHOK TIoJTyvaeT COOCTBEHHYI0
KOMOWHALMUIO TEHOB, TIOATOMY CEMENHOoe
CXOICTBO COYeTaeTcs
C VHOAVBVAYaJTbHbIMU PA3JINUUAMM.

Pa3nmuunst ycunmBarTCd CyMMapPHbIM
NevcTBueM BCcex Tpex Npoueccos,
a HEe OHOTO U3 HUX OTAOEJTbHO.

CxemMaTnyeckas yuyeobHas Ovarpamma; 3HavYeHust yCJioBHble, 2025




HacsiemoBaHue rpyIin KPOBU U pe3yc-(daKkTopa

L > St

Cuctema ABO Pe3yc-paxTop [lpakTuyeckoe 3HaUeHue

3HaHWeE TPYTINblL KPOBU U Pe3yC-
daxTOpa NoMoraeT NoaoupaThb
COBMECTUMBbIX JOHOPOB
N PELUUTIVIEHTOB, a TAKXKe
npenynpexaaTb OCJIOXXHEHUST,
CBSI3aHHbIE
C UMMYHOJ10TUYEeCKOV

pynnbt kposu L, L, LWL v LV Hanuuue aHTureHa D

oTipenensoTCd CoOueTaHNSIMU
Tpex amnenen: A, IBnui. .
Annenv A v B npossnsnoT |
KOJOMUHNPOBAHME, A |
OCTaeTCHd PEeLEeCCUBHbDbIM.

|

L Ha TIOBEPXHOCTU SPUTPOLUTOB

* oTnipenensieT pe3yc- +

NOJIOXXUTEJIbHbLIN CTAaTyC. 9TOT  °
TMIPU3HAK OCOOEHHO BaXEH |
TIpU TIepennBaHNU KPOBU

¥ HabmoaeHun 6epemMeHHOCTM. TR BTG T




[I[puMepsl HacIenyeMBIX IIPU3HAKOB Y€JI0BEKA

TIpu3Hax

Tun HacnenoBanus

3HaueHue

LiBeT Tna3s ITonureHHbn BHewHoCTb
['pynma xpoBu AJINienbHoe IlepenvBanue
Pe3yc-gaxTop JlIOMVMHaHTHOe bepeMeHHOCTb
J1lanbTOHU3M CuenneHHoe ¢ X 3peHue

LLIXO7NbHbIV KypC 6MOJIOTUY; 00LMe CBeleHUs 0 HacJlel0BaHUY TIPU3HAKOB YeJlI0BeKa

Tabnuua NoxasblBaeT, YTO HACTIEelyEMbLE
NPU3HAKU Pa3/IMYal0TCd IO MeXaHU3MYy
nepenavv v 3HaueHuo A1 300poBbs. OQHU
N3 HUX CBA3aHbl C HECKOJIbLKUMU TeHaMU,
Opyrue — C OTAeJIbHbIMU arijieNiIaMu Ui X-
XPOMOCOMOMN.

CIOXHOCTb HACJIe0BaHUS PA3JINYHa:
4aCTb TIPU3HAKOB BaXKHA TIPeXe BCero
Ot MeOVLUUHDL, @ YaCTb — [J19 OTIMCAHUYA
$GEeHOTUTIA U CEMEVTHOTO CXOCTBA.




HacnenctBeHHbIe 00JIE3HU YeJIOBEKA

Tlpupona 3a6oy1ieBaHUN

HacnenctBeHHble 6071€3HN BO3HUKAIOT U3-3a U3MEHEHUN B TE€HAX UJTU XPpOMOCOMaXx
N MOTYT TiepeaBaTbCd NOTOMKaM. WNx nposBJieHne 3aBUCUT OT TUTla MYyTalun,
HaAcNneaoBaHUAg N COUeTaHUd ajlJleJiev y poavteren.

Pa3Hble popMbl

K HUM OTHOCSIT MOHOTEHHbIE DOJIE3HU, XPOMOCOMHbDbIE CUHIPOMbL Y1 HEKOTOPbLE
MYTTETU(PAKTOPUATIbHBbLE HapylweHus. Kaxaas rpynma oT/IM4aeTcsi MeXaHU3MOM
BO3HUKHOBEHUS, TSXKECTbIO TIPOSIBJIEHUN U BEPOSITHOCTBIO TIOBTOPEHUS B CEMDbE.

Tlpumepbl

Krnaccuyeckxumum npumepamu ciyxaT remopunust, GeHUNKeTOHYpPUst U CUHAPOM
JlayHa. OTu 3a6051eBaHUS TI0KA3blBAIOT, YTO HACJIeACTBEHHAS NIATOJNIOTUST MOXET
3aTparMBaTb 0OMEH BELLECTB, CBEPTbIBaHUE KPOBU UJTU 001lLee Pa3BUTUE OPTAHU3MA.

PonocrnoBHble

CemenHble po0C/IOBHbIE TIOMOTAOT TIPOCTIeANTb Y Tb epeAauu TIpU3HakKa yepes
TIOKOJIEHUST U BbISIBUTb HOCUTENeNn. ITO 0COOEHHO BAXHO, KOT/1a BHELIHE 3[10POBble
poAvUTENN MOTYT UMeTb pebeHKa C HacJleCTBEHHbIM 3a00JIEBaHUEM.
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OCHOBHBbIE TPYIINLI HACJIEACTBEHHBIX 3200J1€BAHUN
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MynbTHEAKTOpUANbHbIE Jlnarpamma oTpaxkaeT Tpu KPYTHbIX KJ1aCCa
HacJienCTBEHHOW TaToNoTun. OHum
OTJINYAIOTCS YPOBHEM TEHETUYECKOTO
HAPYLLIEHUST, HO BO BCEX CITyvasix
HACNeNCTBEHHOCTb TIOMOTAeT OLUEHUTb PUCK
NN NOTOMCTBA.

Haunb0mbuyo NpakTUuyecKylo CJI0KHOCTb
YaCTo NMPencTaBsgioT
MYJTETUPAKTOPUATIbHBLLE GOJIE3HU: UX PUCK
TIOBbIILIAETCS, HO HE O3HAYaeT
00513aTeJIbHOTO PA3BUTUSA 3a00JIEBAHUS.

$,
&

LLIxonbHast xnaccupukauust HacsIeACTBEHHbIX 3a0071eBaHUN; 06001eHVe YUeOHOTO
mMaTepuana




CLerieHHOeE C II0JIOM HacCJieIOBaHUE

Tlouemy vaue y My>XumH

TeHbl X-XpOMOCOMbL Yy MY>XKUUH TIPOSIBIISIIOTCS Yalle, TIOTOMY UTO B X KapUOTUTIe TOJTbKO
O1Ha X-XpoMocoMa. PelieCCnBHbIN aniesib Ha HEM He MOXET OblTh «MPUKPLIT» BTOPOW
Komnuewn,.

Ponb matepen-Hocutenen

JKeHuyHa MOXeT OblTb HOCUTEJTbHULIEN PELLECCUBHOTO ajlyiesist Y He UMETb BbIPaXXEHHbIX
TIpU3HaKoB. [1py Tiepemave CbiHy TakoW aniiesib HepeaKo cpas3y NPosTBNseTcs B peHoTure.

Krnaccuueckune npumepbl

Hawuboree n3BeCcTHble TIPUMEPDL CLETITIEHHBIX C X-XPOMOCOMOW TIPU3HAKOB — TeMopuIust
Y [ANbTOHU3M. OHM XOPOLWO NEMOHCTPUPYIOT, KaK JIOKANIU3aLus TeHa BJIUSeT Ha XapakTep
HaCJ1e[l0BaHUSI.

3HaueHue poa0CITIOBHbBIX

AHanv3 poaoCIIOBHbIX TIO3BOJISIET YBUAETb TIOBTOPSIEMOCTb TIPU3HAKA B TIOKOJIEHUSTX
U ompeaeIuTb BO3MOXHbBIX HOCUTENer. Takov NMoaxo, MoMoraeT B TEHETUUYECKOM

KOHCYJTbTUPOBAHUU U OLEHKE CEMEVWHOTO PUCKa.




[IyTb OT CEMENHOIr0 aHaMHe3a K MPOPUTIAKTUKE

Cxema oTpaxaeT 3Tarnbl MEAVUKO-TeHeTUYECKON OLEHKN PUCKA HACJIeACTBEHHbIX 3a00J1€BaHU U TIOCTIEAYIOLLETO HAbMOOEeHNS.

CeMenHbIn AHanus OHK / MpodpunakTunka
Cco0 PopocnoBHas o esynbrar NCK
aHaMHe3 KapuoTuna N HabnogeHue




J

\_

MeTobl U3Y4EHUS HACIECTBEHHOU N3MEHYNBOCTU
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Tabnvua CpaBHUBAET OCHOBHbIE METO/bl,
Meron T pumaeT P NMpUMEHsgemMble B TeHeTUKe vyejloBeka.

_ Kaxxabin U3 HUX 0TBeYaeT Ha CBOW BOTIPOC,
[eHeanornyeckum Tun Hacnego0BaHmMs PopocnoBHas
d BMeCTe OHU NaAl0T 60J1ee NoJiHoe
5 npenctTaBJyieHne 0 HacjieaoBaAHUU TIPU3HAKOB.
bnusHeL0BbIi Ponb cpefpl (xoncTBo bnusHeuoB
POOOCJIOBHAA T1IOKa3blBa€T HACJ1eO0OBaHUE,
TR a NaGOPATOPHbIE METOLIbL YTOUHSIOT €ro
MOJIEKYJISTPHYI0 UJTU XPOMOCOMHY10 OCHOBY.
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LLIKONbHbIA KypC 6UM0JIOTUN; MeTOAblL TEHETUYECKUX UCCTIeJ0BaHUN YeJli0BeKa




? q IluTaHue n pasBuTUe

TlvTaHue BNUseT HA POCT, MacCy Tena u oduiee
COCTOSTHUE OpraHu3ma. Jlaxe Tipy CXOmHOWM
HaCJ1IeICTBEHHOCTUN HE0CTATOK UJTN U30bLITOK
NUTATEJTbHbIX BELECTB 3aMETHO U3MEHSTIOT

nposdaBJyieHne Tpu3HaKOB.
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HacsienCTBEHHOCTD U cpefa B GOPMUPOBAHUU
[IPU3HAKOB

J
" YCNnoBuUS XuU3Hu

CTpecc, pexum HS, TiepeHeCeHHble
3a060J1€eBaHUS U OKPYXKAloLLasi cpeaa BIVSIIOT
Ha GEeHOTUN He MeHblle, YeM TeHbl. OCOBeHHO
STPKO 3TO BUAHO Yy TIOJIUTEHHbIX TTPU3HAKOB,

3aBUCSILLUX OT MHOTUX HAKTOPOB.
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Z TeHoTun 3a0aéT OCHOBY

TeHbl onpenensiioT HaCIeACTBEHHbIV TIOTEHL AT
OpraHU3ma, HO He BCera TIOJTHOCTbIO
OTIUCbIBAIOT UTOTOBLIV TIPU3HAK. OOVIH U TOT Xe
TEHOTUTI MOXET TIPOSTBJIITLCS TIO-PA3HOMY

B 3aBUCUMOCTU OT YCJI0OBUW XXN3HMW.
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I1BuXXeHune
o N PaboOTOCTIOCOOHOCTDb

Du3nyeckasi akKTUBHOCTb NOAAEPXUBaAET

300pOBbLE, Pa3BUTUE MblllL, N BLIHOCJIIMBOCTDb.

J1Nst MHOTUX TIPU3HAKOB OHA 1ENCTBYET
KaxK paxTop, yCUrMBaowun uam, Hao6oporT,
OTPAHNYUUBAIOLNIA HACTIEACTBEHHYIO

npenpacrioJyiookKeHHOCTb.
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I (cHetnueckas npegpacnonoxeHHocTs [ O6pas Xn3Hu
NHekynm 3Kosiornyeckme pakTops.l

Hacnenyembie U HeEHacenyeMble (DaKTOPLI
3[00POBbSI
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300pOBbe GOPMUPYETCS HE OLTHUM,

a HEeCKOJIbKUMM (paKTOpamu
OHOBpPEeMeHHO. HacrienCTBEHHOCTb
CO30QeT PUCK, a NMUTaHue, NBNXeHue

N YCJI0BUSA Cpellbl BO MHOTOM OTIpeersisioT,
peanu3yeTcs JIv OH.

Haubonee ynpasnsgemast 4aCTb PUCKa
CBsI3aHa C 06pPa30M XN3HU, TIOITOMY
3HaHUE O TIPEeAPACTIONIOXXEHHOCTU BAaXHO
UNCTIONTb30BAaTb AJ1ST TIPOPUIIAKTUKN,

a He NJ19 PpaTallbHbIX BbIBOOB.
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LLIxonbHbI KypC 6U0N0TUUN; 06061 eHNe GPAKTOPOB, BIUSIOUUX HA 3[10POBbLE

YyeJioBeKa
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DTUYECKUE BOIIPOCHI TEHETUYECKOU UH

KoHpunaeHUManbHOCTb

TeHeTnyeckue JaHHble OTHOCSTCS
K YYBCTBUTEJTbHOV UHPOPMALUU U IOTIKHbL
XPAHUTbLCS M UCTIOJTb30BaTbCS
c coomoaeHnem KOHGUAEHLUATTbHOCTM.,
/IX Henb3sT pacTipoCTPaHSATbL 6e3 cornacust
YyeJloBeKa U 3aKOHHbIX OCHOBAHUMN.
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BeposATHOCTHBLIN XapaKTep

Pe3ynbTaTbl TeHETUYECKUX TECTOB Jallle
TI0KA3bIlBAOT PUCK, @ HE aOCOJMIOTHBLIA UCXO[I.
Hanvuue nipeapacnonoXXeHHOCTU He O3HavaeT
HEeN30eXXHOTO Pa3BUTUSA 60JIe3HU, UTO BAXKHO
YUUTbIBATb NIPU UHTEPTIPETALUN.
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J106pOBOJILHOE COoTJ1acue

@ O6cnenoBaHue OOJHKHO NMPOBOAUTLCS TOJTbKO
nocsie UHHGOPMUPOBAHHOTO COTTIACUSI.
YenoBek O0/IKEeH TTOHUMATD Lesb TeCTa,
BO3MOXHbLE Pe3YyJIbTaTbl 1 OTPAHNYEHUS
MeTOa 0 HavaJsla aHam3a.

*
3awmTa OT AUCKPUMUHALUN

HenpaBuiibHOE UCTIOJNTb30BaHNE TEHETUYECKON
X WHOOPMALUY MOXET TTIPUBECTU
K CTUTMATU3ALUUN U OUCKPUMUHALUN.
TloaTOMy TeHeTuueckast TPaMOTHOCTDb
He0o0X01Ma He TOJIbKO Bpayvam,
HO U KaXA0MY YeJI0BEKY.

dbopmalnu
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HacinencTBeHHOCTh — OCHOBA
pPa3HOOOpa3us YyejoBeKa

HacnencTBeHHAst UBMEHUYUBOCTbL OOBSICHSIET, MoYemy JTIoau TIOXOXW
Ha poauTenen, HO He TIOBTOPSIIOT UX TIOJTHOCTbL10. OHa popmupyeT
VHAVBUAYAJIbHbLE TIPU3HAKU, BNUSIET HA 3J0POBbE M TIOMOTAET TOHSTb CBSI3b
HACNeaCTBEHHOCTU CO CPeaon.
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