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UccnepoBaHue PesynbTar KoMMeHTapuit

MNceBaokcaHTOMa CM.KOMM. Pe3ynbTaT npunaraeTcs Ha OTAeNbHOM 6naHke.

anactnyeckas ABCC6 4.M.

BHuMaHue! B 3neKTpOHHOM 3K3eMnnspe 6/1aHKa Ha3BaHUe UCCIeN0BaHMs COAEPXMUT CChIIKY Ha CTpaHuLly canTa
http://www.invitro.ru/c onMcaHuem nccnegoBaHums.

PesynbTaTbl nccnenoBaHui He ABNSOTCA AVMarHo3oMm, Heobxoamma KOHCY/bTauuda Crneunaincra.

M.M. / MNoanuck Bpaya



SAKVIIOYEHUE
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®UO, 1973 r.p., obcaenorancs B OO0 «HE3ABUCUMAS JTABOPATOPUA
«AHBUTPO» ¢ nenbio noucka yacteix Myrtanuid reHa ABCC6, npuBoasiinmx K
BO3HUKHOBEHHUIO 3JACTHYECKOU IMCEeBAOKCAHTOMBI (poduiab Ne 7183).

Inacmuueckasn nceeooKcanmoma - pedkoe ceHemuueckoe 3a6041e3ayue, xapakmepusyroweecs Kaﬂbuud)ukauueﬁ
JIACMUYHBIX 60JIOKOH KOJMCU, cemuamKu u cepdeqyo-cocyducmoﬁ cucmemal.

Buizvieaemces mymayusmu 6 cene ABCC6, komopbie Haciedylomcest KaKk aymocoMHO-00OMUHAHMHbLE U PEYEeCCUBHbIE
gopmor. [Ipooykm eena ABCC6 — mpancmembpaniblil 6e10K-nepeHoCcyUuK, 8ePosimHo, Uepaoujull poib 6 KiemoyuHou
Oemokcuxayuu. XapakmepHole KOJICHble NANYIe3Hble NOPANCEHUSL NOSGISIIOMCSL 6 OeNCMEe U HOCSIN 6 OCHOBHOM
Kocmemuyeckutl xapaxkmep. OHu POsGIAIOMCs 8 BUOE HEOONLUIUX HCEAMOBAMBIX NANY, KOMOPble 0ObIYHO
BO3HUKAIOM HA Wiee, 8 NOOMbIUEYHBIX GNAOUHAX U HA c2Ubaiowuxcs nosepxuocmsx. IIpoucxooum kanvyugpuxayus u
(pazmenmayus ynpyaux mranetl, Ymo npugooum K noGPeICOCHUI0 808NICUEHHBIX CUCTNEM OP2AHO 8!

e Opeanvl 3penus: AHSUOUOHBIE NOJOCHI CEMYAMKU, KPOBOUZUAHUSA 8 CEMUAMKY U NOCMeNneHHAs Nomeps
3peHus

*  Cepoeuno-cocyoucmas cucmema: Ilpedxcoespemennsiti amepockiepos ¢ nociedyroueli nepemexrcaniuelics
XPOMOMOU, APMEPUATLHOU UNEPMEHIUCH, CMEHOKAPOUel U UHGAPKMOM MUOKAPOQ

*  Xpynkocmu cocydos: JKenyoouno-kuuieunvle 2emMoppazuil  KpogOmMeueHust U3 MEIKUX cOCy008 ¢
nocnedyroujeri aHemuetl

B o6pasue IHK oGcnemyeMoit mpoBen€H MOWMCK YaCThIX MyTalldid reHa
ABCC6 (cekBeHUpOBaHHE IK30HA 24, TIOUCK JIeTelUi SK30HOB 23-29).

BreisiBiena myranus ¢.3421 C>T B 3k30He 24 B reTepo3UroTHOM COCTOSIHMH.

aeneuwa 23-29
@ avmnmun, WO, 24 sxrom reda ABCCS ABCCE

321 C>TIN NIN

B Hacrosmiee Bpems OnmMcaHbl Ciaydald dJ1aCTUYECKOM IICEBIOKCAHTOMBI IIPH
OJTHOM BBISBIEHHON MyTanuu (ayTOCOMHO-JIOMHUHAHTHBIA THUI HAaclieJOBaHUS),
OJIHAaKO, i1 YTOYHEHHUs THUIIAa HACJIEAOBAaHUS B CEMbE HEOOXOAMMO YTOUHHUTH



HAJIMYUE/OTCYTCTBUE BTOPOM MYTAIMHM, YTO HEOOXOIUMO JUIS TIOJTBEPIKIACHUS
JIMAarHo3sa.

Tak Kak mpu JaHHOM MCCJIEIOBAHUU OIPEACINISIOTCS TOJIBKO HanboJiee 4acTo
BcTpeyvatonecs myrtanuu B rene ABCC6, a TeopeTruecku y 00ciieryeMoil MOKeT
OBITH BTOpAst MyTallysl, KOTOpasi OTHOCHUTCS K YUCITY PEIKHX, HAXOSIIUXCS B APYTHX
AK30HAX, HE BBISABISIEMBIX MIPU JAHHOM UCCIIEOBAHUM.

Jns  yTOYHEHHUsI TEHETHMYECKOro cTaTyca obcienyeMon BO3MOKHO
MIPOBEJICHUE UCCIeA0BaHUS 110 MyHKTY Ne7182 st ucciienoBaHus MyTalldii BO BCEX
sk30Hax TeHa ABCC6 MerogoMm MpsSMOro aBTOMAaTHYECKOTO CEKBEHUPOBAHUS
(Ta"HHOE MICClIeI0BaHUE TTO3BOJISIET BBIIBUTh KaK YacThIe, TAK U PEAKUE MYTAIIHH ).

B toMm ciyuae, ecniu o6ciietoBaHUE TIPOBOAUTCS € LEIbIO BHISBICHUS YKE
U3BECTHOM MyTaIluu, HAlJICHHON y €r0 KPOBHBIX POJCTBEHHUKOB (HOCUTEIHCTBO
MYTaIMH Y 3[I0POBOTO YEJIOBEKA), JIOMOJIHUTEILHOE 00CIeI0BAHUE 110 MYHKTY
No7182 ne nenecoobpaszHo

[Ipy HEOOXOOUMOCTH MOJYYEHHUS JIONMOJHUTENBbHON HHPOpMalUuu IO
pe3yJsibTaTaM 00CiIeI0BaHUs PEKOMEHAYETCSI KOHCY/IbTALMsl Bpaya-reHETHKA.

K.M.H., Bpady-reHeTuk (®UO)



