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® NeHHble 60A€3HU — 3360AEBaHUA, KOTOPbIE
BbI3bIBAOTCSA Mr€HHbIMU MYTaLLUSIMW.

® INeHHble 60A€3HM — 3TO BoAbLIadA rpynna
3a60AEeBaHMM, BO3HUKAIOLWMX B PE3YAbTATE
NoBpeXAEHMUS Ha YPOBHE

® K reHHbIM BOAE3HAM Y YeAOBEKa OTHOCATCS
MHOIOYUCAEHHblE BOAE3HM
OHu MoryT BbITb CBA3aHbI C HapyLUEHMEM
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NMpumepsr:
¢dEHUAKETOHYPUSA - HapyLLUEHME NpeBpaLLeHUs peHUAAAAHMHA B

TUPO3UH U3-3a PE3KOIo CHUNXKEHNA aKTUBHOCTU
(I)eHMAaAaHMHI'MAPOKCMAa3bI;

AAKanTOHYpMSA - HapyLleHne oOMeHa TUPO3MHA BCAEACTBUE
NOHM>XEHHOM aKTUBHOCTU pepMeHTa FrOMOreHTU3UHa3bl U
HaKOMAEHMEM B TKAaHAX OpraHM3Ma rOMOTEHTU3UHOBOM KMUCAOTbI;

rAa3HO-KO>XHbIM aAbOMHU3M - OOYCAOBAEH OTCYTCTBUEM
CUHTe3a $pepMeHTa TUPO3UHA3bI.

6oAe3Hb HumaHHa-IuKa - cHUXKeHMe akTUBHOCTU PpepMeHTa
CPMHrOMUEANHASDI, AEreHepaLmsi HEPBHbIX KAETOK U HapyLleHue
AEATEAbHOCTU HEPBHOM CUCTEMBI;

6oAe3Hb Nowe - HakonAeHUe LepebpoO3nAOB B KAETKAX HEPBHOM
U PETUKYAO-3HAOTEAMAABHOM CUCTEMBI, OOYCAOBAEHHOE
AednunTOM PpepMmeHTa raloKoLepebpo3naasbl.

cuHApoM MapdaHa («nayybm NaAbLbl», APaXHOAAKTUAMUSA) -
Nopa)KeHUne COEAMHUTEAbHOM TKaHW BCAEACTBME MYTaLMM B FeHe,
OTBETCTBEHHOM 3a cMHTE3 GUOPUAAUHA.
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Henpsmoi (KocBeHHbIN) MOAXOA K MOAEKYASIPHOM AMArHOCTUKE UCTOPUYECKU ABAsieTCA Boaee
PaHHUM U 6oAee yHUBepcaAbHbIM. OH OCHOBaH Ha aHaAM3€e BHYTPU- U BHEr€HHbIX
MOAMMOP®HBIX CAaMTOB. DTN MOAUMOPPHbBIE CalTbl MOTYT pacrnoAaraTbcst AM6O BHyTpM caMoro
reHa, AM6o B HenocpeAcTBeHHOM 6AM3ocTU oT Hero. HenpeMeHHbIM YCAOBMEM KOCBEHHOM
AHK-aAnarHocTukmu aeasercs Haamumne B ceMbe 60AbHOrO pebeHKa MAU BO3MOXHOCTb
nccaepoBaHus ero AHK (nsteH KpoBwm, rMcToAOrMyecknx NpenapaToB U Ap.). YCTaHOBAEHUE
MHPOPMATUBHOCTM MPEAYCMATPUBAET BbISIBAEHME TAKOro MOAMMOPPHOrO canTa, KOTOPbIA
MOXXET ObITb MCMOAB30BaH B KAYECTBE MOAEKYASIPHOTO MapKepa AASl AUCKPUMMHALMKU KaK
MYTaHTHOTO, TaK U1 HOPMaAbHOTO aAAeAs. [1py 3ToM poanTeAn ByAyT SBAATBCS reTepo3nMroTaMm
Mo AAaHHOMY NMOAMMOP$U3MY, 2 BOABHOM - FOMO3UTOTOM MO OAHOMY M3 MAapKEPHbIX aAAEAEN.
MMeHHO reTepo3mMroTHOCTb MO MOAEKYASPHbIM MOAMMOPPU3MaM OMNpeAeAseT
MHPOPMATUBHOCTb TOM MAU MHOM CEMbU BbICOKOTO PUCKa pPoXKAeHMs pebeHKa. B 3aBucnmocTu
OT pPacrnpeAeAeHMS MapKEPHbIX aAAEAEN Ha TOMOAOTMYHBIX XPOMOCOMaxX BOAbHOIO 1 ero
POAMTEAEN CEMbsi MOXKET OblTb NOAHOCTbIO MHPopMaTUBHOM A AHK-anarHocTmkn, yactuyHo
MHPOPMATUBHOM UAU HEMHPOPMATMBHOMN. [IPUHLIMNNAABHO BaXKHO NMPOaHaAU3MPOBATb B CEMbE
BbICOKOIO PUCKa TaKoe KOAMYECTBO NMOAUMOPPHbIX CAUTOB OAHOIO reHa, YTo6bl TOYHO
OMpeAEAUTb, C KAKUM KOHKPETHbIM aAAEAEM HACAEAYETCS MYTaHTHbIN FeH, U CAE€AATb CEMbIO
MOAHOCTbIO MHPOPMATUBHOM AA NocAeaytowen A, FTAaBHoe npeumylecTBO
KOCBEHHOIro MetoAa - BosMoxkHocTb AHK-aAnarHocTukm 6e3 TouHoM naeHTUdUKaLMm
MyTaLuMM B caMOM reHe. Ero cylecTBeHHbIMM HEAOCTATKAMU SIBASIIOTCS HEBO3MOXHOCTb
AMArHOCTUKM MpU OTCYTCTBUM BOAbHOro pebeHKa (HeAb3s TOYHO OMPEAEAUTD, C KAaKUM
MOAMMOPHBIM AAAEAEM CLLEMAEH MYTaHTHbIM FeH), olMbKa B AMarHo3e B CBA3M C
BO3MOXXHOCTbIO KPOCCMHIOBEpa B MeNO3e U NepeHoca NMOAMMOPPHOro caiTa Ha 3AOPOBbIN
aAAEAD.



[NHK gnarHocTuka BbIABIAET reHHble
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Brnepeblie MoAekyAaspHasa (AHK) anarHocTumka B
Poccumn 6biaa ocywectBaeHa B CaHkT-lleTepbypre B
1987 r.y >KeHLWMHbI C BBICOKUM PUCKOM POXKAEHUS
pebeHKa, CTPaAQIOLLLErO MYKOBUCLLMAO3OM.
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OcHoBHble TpeboBaHUA NpU NPOBEeAEHUM
AHK-aAnarHocTtuku

— TOYHOCTbIO KAMHMYECKOrO AMArHO33;

— CBOEBPEMEHHbIM 0OCAEAOBAHUEM CEMbBMU
BbICOKOIO pMCKa U BOABHOrO MOAEKYASIPHbIMMU
MeToAaMMU;

— MPaBMAbHOCTbBIO OLLEHKU PUCKA POXKAEHUS
6oAbHOro pebeHKa;

— BblbOpoM onTuMaabHoro cpoka [1A;
BO3MOXHOCTbIO MOAYYEHMS MaTEPMAAA MAOAR;
— 4eTKOCTblO pekoMeHAauum nocae MNA;



TOUYHOCTb MOAEKYAAPHOM
ANArHOCTUKU, BO3SMOXKHbI€ UCTOUYHUKMU
ownb0oK

[1py npoBeAeHUM NpeHaTaAbHOM
ANArHOCTUKU MOAEKYASIPHbIMU METOAAMM
BaXXHO MOMHUTb O ABYX OCHOBHbIX
MCTOYHMKAX OLIMOOK:
-KOHTaMUHaLMM NAOAHOIO obpasua
MaTEPUHCKUMU KAETKAMMU;

- BO3MOXXHOCTM KPOCCUHIoOBepa npu
MCNOAb30OBaHMN HEMPSAMOIroO METOAQ.



YunTbiBas o4eHb BbICOKYIO YyBCTBUMTEAbHOCTb MeToaa ML P, BaxkHo 13bexaTb
3arpsisHeHMs ob6pasLLOB NMAOAHbBIX TKaHEN MaTEPUHCKMMU KAeTKaMU. OcobeHHO BaXKHO
He AOMYCTUTb MOMaAaHWUSI MaTEPUHCKOM KpoBu .Bbicokas kBaandbmKaums Bpava-
ornepaTtopa U MCMOAb3OBaHUE KaueCTBEHHbIX PeaKLMIN Ha BbIBAEHWE MpUMeECH
MaTEpPMHCKOM KPOBU MO3BOASIIOT M36eXaTb 3TOro 0CAOXHeHUs. PUck noA0bBHbIX
AMArHOCTUYECKMX OLIMOOK MOXKET ObITb 3HAUMTEABHO YMeHbLLEH Npu paboTe B
CTEPUAbHbIX YCAOBUAX. BoAee TOUHBIM fIBASIeTCA NOKa3aTeAb AMArHOCTUKU OKOAO
99,9%. 3HaUMTEABHO CAOXKHEE OLLEHUTb PEe3YAbTaTbl MOAEKYASIPHOM AMArHOCTUKM
KOCBEHHbIM METOAOM. B cAyyae yyeTa BHYTpUreHHbIX MOAUMOPGU3MOB TOYHOCTD
HEenpsIMoM AMarHOCTUKU AOCTAaTOYHO BbICOKA, TaK KaK BEAUYMHA BHYTPUTEHHOrO
KPOCCMHIOBepa, Kak NpaBUAO, He npeBbiwaeT 0,1 % AAs BOAbLUIMHCTBA M3BECTHBIX
reHoB. VIcKAloUeHWEe MOTyT COCTaBASITb TOAbKO CPABHUTEAbHO KPYMNHbIE MEHbl,
TaKue Kak reH AMcTpoduHa, remoomanmn A, Hempodubpomatosa U HEKOTOpbIE APYTHeE.
Tak, B cAyvae AUCTpodMHA HYacToTa OWMOOUYHOro AMArHO3a MOXKET AOCTUraTb 2%, YTO
COOTBETCTBYET BbICOKOM YacTOTE BHYTPUTEHHOIO KPOCCUHIoBepa (OKOAO 27%) B 3TOM
FMraHTCKOM reHe (2,2 MAH n.o.). BeanunHa BoaMoXKHOM oIMBOKM BO3pacTaeT, eCAU
MapKEepPHbIN aAAEAb OMNpeAeAsieTCsl He Y cubca MAOAR, a Y APYTMX ero pOACTBEHHUKOB.
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K HacTosAweMy BpeMeHU B CTpaHE NPOBEAEHO
6oaee 1000 INA MoHoreHHbIX 6boAe3sHeNn. boaee
500 13 HMX BbINOAHEHBI B HALLEM LLEHTPE, YTO
MO3BOAUMAO NMPEAOTBPaTUTL poXkaeHue |54
AETEN C TAXKEAbIMU MOHOIEHHbIMU BOAE3HAMM,
B TOM YMCAE C MYKOBUCLIUAO3OM,
deHUAKeToHYpUuen, remoduamnen Anm B,
mMuoamnctpodpmen AloeHHa, CUHAPOMOM
AOMKOMN X-XpOMOCOMDI.
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