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OTCYTCTBHUE BOCCOEAMHENNA OAMNHOYHbBIX PA3PHIBOB
JHK, BbISBAHHBIX TAMMA-OBJYYEHHEM B RJAETKAX
BOJIBHBIX NITMEHTHONU KRCEPO/EPMOI

({Ipedcrasaeno axademurorn E. M. Kpencon 4 II 1972)

MN3ydenne MogeRyIAPHBIX MeXaOW3MOB ITOCTPAAMAIIONHON petapauud Kie-
TOK JOCTHIVIO CEPbe3HBIX YCHEeXO0B JHUINb IOCHE TOTO, KAK ObIIl OOHAPY/KEHLL
(rmaBHEIM 00pasoM cpejy MHKPOOPTAHH3MOB) MYTAHTHI ¢ TOBLUNEHHON PARNO-
TYBCTBUTEJNBHOCTHIO. Vccmenys c¢iioco0HOCTh TaKUX MYTAHTOB PeHapHpOBATh
wospeskgernyw odayueruem [JHK u wyrs osryofi pemapanuu, yaanoch 3o MHO-
roM oO0BSCHUTL OPHYHHBI PAasHON pagmodyscTBHTeNbHOCTH Rierok (), *). Uro
Jie KacaeTcs MHOTOR/ICTOYHBIX OPTAHU3MOB, TeM 60/ee MICKOUMTAKINX, TO
JUHAK — AHAJOTH ¢ PABHOM pajinoIyBCTBATEALHOCTHIO (B 0CO0CHHOCTH K HOHH-
BUPYIOHIell pajuaium) cpefu HUX II0YTH HEMBBECTHBI, UTO CHALHO 3aTpy/HIET
u3ydeHue MOCTPagHAMOHION perapanun ux KieTor (7, ¢).

Penroe wmaciepcrBennoe saboseBaHHe UCIOBEKA — MUTMEHTHAs Kcepopep-

(Xeroderma pigmentosum) gpIfeTCA EIUHCTBOHIEIM H3BECTHLIM B Ha-
crosimee BpeMs 3a001eBaHUCM, CBABAHHBIM ¢ edeKTOM NOCTPagmaIluNHHOrO
BOCCTAHORACHNsI. JTa GOME3Hb POABNACTCH B MOBLINCHAON YyYBCTRITEILIOCTH
HOBEPXHOCTHBIX THamedl k coaumeurmomy csery (°~°). Karx mnowrasano B pague
uccaegosanui (°, *~'%), BHICOKAM UYBCTBATENLHOCTH KIETOR ITHX 00IbHBIX
K y.-¢. 0bxydueHno o0ycioBIeHA HX HeCHOCOGHOCTHIO PEIApPUPOBATL IOBPEHA:-
nernyio JJHHK. B ro ke Bpemsa pemapanma [JHI, nospesrpenuoin nonusnpyro-
[MUMH H3TYIeHAIMI (B TOM YHCIC BOCCOCINHEHNE OIHIOYHBIX Pa3PHIBOBR), HIET
B KJIeTKaX TAaKUX O0JBHBIX CTOIb K¢ IMHTEHCHBHO, KaK W Y 3J0pOBHIX JILil
¢, ¥, ). B macrosaumieit paGore ypamocs, ofiHaK0, 0GHAPYKUTH, YTO TPH OHOpPC-
nexenHofl opMe NUIMEHTIION KCEPOAEPMEI KIETKI TOJIHOCTLIO JIHIMENBI CIIO-
200HOCTH BoccoenunaTs opmuounsie paspeiebl [JHHK, suispamnbie tamma-oday-
geHUEM.

Penmapanuo JHRK nccaemosanu 3 nmmdorurax Goapuoit 15 aer ¢ kaaccd-
gecKoil KapTHHOI MHTMEHTHON KCepogepMbl ¢ IOPAMKeHHeM KOKH 1T IJas.
Horrpoaem cuayuaum KIETKH aBTopoB craThu. JIlmMonnTsl mosywanm o3
RaOnaasipHoOil RPOBH OYHKNWeH KOHIMKA TMAJBIA H KYJILTHBHDPOBAIHN MO MCTO-
zuke A6puckerst (') B Mommduramym Iopomenko 54 waca mpu 37°. H* — T~
magud (axtmsHocTh 5,2 C/MMoa, B wommenTpanmu 1 pC/mia) BHOCHAN Ha Bech
mepHof HHKyOaLnm, MOCIe 9er0 KYJAbTYPhl IOABepraldd raMMa-o0IyyeHuIo Ha
anmapare JIMB-y1 (Cs'") nosamu 10, 20 u 30 wpag (3 wpag/vun.) apum (°.
Obayyennble KyunTypsl ambo saMopaskmpaim HeMmepnenmo mpn —70°, aubo
naRyOnposamu 30—120 muH. npu 37°, u Hocie DTOTO saMoOpamupaim., JImm-
omurer orgessan meHrpm@yruporarmem. K 0,5 M cycmensunm amm@ormTos
(1—2-10° raeror) mobasmamm 0,5 JI3APYIOMEro PacTBopa, CO/epIRATIero
1% zesorcnxomara n 0,04% 9JITA 5 0,5 M NaCl npn pH 12,8. Naokuneru-
YEeCKIIl MeI0IHON TPaHEHT caxaposbl 5 -~ 26,5% (obnem 24 M"I) momCnanmBa-
Ju B HeHTPUY/RHEE OPOOUPKN ¢ JAM3ATOM ¥ TeHTpudYTHPOBAIE B poTope
SW-25,1 yaprpanerrpudyrn Spinco L2—65K 4 waca upm 24000 o6/muir. mpu
20°. ®parmun (mo 1 1) ¢ Tpagmenta ocammanu 7% HCIO; » HPHCYTCTBHL
aIp0yMIHA, COSHUpATIN HAa HUTPOLEIIII03HbEe DUABTPEI W ONPeeNs il PajHo-
AKTIBHOCTL B SRIJIKOCTHOM CHUHTHIIAIORHOM cucTuuke Nuclear Chicago
Mark II.
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Ha pmc. 1, 2 morasamo paciipeje;ielie PaZHOaKTHBHOCTH TO (HPAKIHAM.
B amvdouuTax spopoBHIX muL, UHK cepnMenTanmornoro mpodmaa JHK mpu
ofaydennn xo3oit 20 Kpaj chBuraeTcAs B IerKylo cropony (pmue. 1, a, 6 —
14 paruus mocae obaydeHusr Lo CPaBlieHUIo ¢ 8 paKUUeil B HEOONIyIeHHOM
KOHTpOJe), 4TO OTpajKaeT mosslenne ofwHouHbx paspoisos B JIHIN. Ioctpa-
quannonHag uHKyGaumms npn 37° mpuBOgHT K TOCTeOCHHOMY BO3BPATIEHITIO
fIMKA B MCXOJHOE IOJoKeHue (II09TU MOJHOEe BOCCTAHOBIeHWe depes 60 muH.—
puc. 1, 6), T. €. K BOCCOWHEHWIO BHIBBAHHGLIX 00NydeHmeM OJUHOUYHHIX pas-
PHIBOB.

B mum@onnrax GonbHOH NMHTMEHTHON KcepojgepMoit obiydenme Tawike BH-
SBIBAET CJBUT IUKA ceuMeHTammoHHoro mpoduias B JerKyo cropoHy (pue. 2,
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Pitc. 1. Boccoeguuenne BLI3BAHHBIX 0fayueHweM ojmomutesnX paspoieor JHK B ammdo-
UTaX 3J0POBHIX JHI. ¢ — ceJuMeHTaunoHHbi npoduar AHK HeoOnydeHHBIX KIETOR,
6 — cpagy mocie obmyvenus mosoi 20 kpaj, ¢ — umkyGanus 60 mun, mpu 37° nociae obxy-
qeHnA K030 20 rpaj.
Puc. 2. OrcyTeTBEE BOCCOCNNHEHNA BLIBBAHHBIX 0CayYeHneM OfHOHUTEBSHIX pasphiBop JHK
B auMQoIuTax UPI NUTMEETHOR KcepogepMe (o6osnauenmsa Te ke, UTo ¥ Ha puc. 1)

a, 0), OHAKO TOCTPANMAlMOHHAA UHKYOAINA DTHX KICTOK, B OTAMUME OT Kie-
TOR 3MOPOBBLIX JHUI, He HPUBOJUT K BO3BPALIEHHI0 NOHKA B 001acTh GOALIMHX
MOJERYAAPHGIX Becos (pme. 2, 6), T. e. BOCCOGIWHEHMA ONWHOYHHIX DPa3PHIBOB
IHK we npowcxopmr. YminueHmue cpoKa IOCTPAMANUORHOR wuHKybamum 10
120 mwm. He MeHsieT IoJosKeHNA muRa. Te ke saromoMepHocT ObLim ofHApy-
smensl u opu obarysenun kireTor mosamu 10 u 30 kpag.

Taxum obpazom, [JHK mumdomnror mccremgorannoit GonpHoil He pemapu-
pPyeTcs oT BLISBAHHEIX TraMMa-o0QydeHUEeM OJMHOUHBIX paspeiBoB. Memxay
TeM B paGore Hunefiepa m corpyamnmsos ('°) mokazamo, 4TO BoccoeiMHeHHEe
omunounkix paspeisoB JIHK B KieTkax OGONBHEIX THTMEHTHON KcepojepMoil
ITPOHCXOMUT C TOH 7K€ CKOPOCTHIO M HOJHOTOH, KaK H B KICTKAX 3[{0POBBIX JIWIL.
Crmexyer cpenarh BBIBOA, uro Hneitep m MBI mMeeM [ed0 ¢ pas;ingHbiME (Hop-
Mamu 3a0070BaHNsA, RIMHNUECKH OIM3KUMU, HO PA3IHYAONIAMUCA IO Xapak-
repy T€HEeTHIeCKOTo gederTa.



Wa pabor (%, ') masectHO, 9TO B MSYUABIMIHXCH CAYYAAX IMUTMEHTHOM Ree-
POZepMBl reHeTMIeCKAN meeKT cocTouT B HApyINeHHWHm IEePBOro 9rama pema-
panun JTHH or y.-¢. mospespeHuit mo cuocoly BHINIEIIEHNT — 33aMeMeHIA
AUMEPOB — HHIU3UHE, KOTOPAA OCYIecTBIsAeTca (BepMeHTOM y.-§). SHIOHYRIea-
soit. Kueltep, sugumo, uMesn geqo ¢ toi e Qopmoit. B wamewm ciaygae, pepost-
HO, OTCYTCTBYeT WM HegoctaToueH (PepMeHT, HeoOXOTMMBIN A BOCCOeTHHE-
wuA pasperso JHIK (nmrasa) wmm past penaparmeroro cuuresa JTHIKK (JHRK —
mosmmMepasa). Ilo-puguMomMy, oTol ke ¢opMoll 3alojeBaHUA CTPAfAlOT ONM-
caurpie IOmrom (*°) GoapHEle, B KIeTKAaX KOTOPHIX o0HApY:KeH ocaaGiaeHHLIR
pennuRarapEE cmHTes JTHH.

Cremyer oTMeTHTDH, 9TO HOCKONBRY JIBA PAasHEIX AedeKTa BeIyT K OLHOMY
v TOMY ke 3a00MeBAHMIO, TPOSBIAKINEMYCS B IOBHIMEHHON y.-(. 4yBCTBH-
TeabHOCTH (ecam B HaIIeM ciydae He ABoHHAA MyTamus, aTo OyaeT CHOmUAlDL-
HO WCCIONOBAHO), TO BTO CBHAETENLCTBYET 0 HAJIWIWM ONHOK oOrmeil dhepment-
HO# cmcereMsl, ocymectBiagoieil pemapanuio JIHK or mospesmennii, BBI3HI-
BAEMEIX KaK y.-., TaK ¥ moHU3Mpyolneil pagumamnmeii. B mammoil paGore MnI me
VIATHBAJN BO3MOKHOCTH pPemapallmy KIETOK B MOMEHT C€aMOro oOO0JY4YeHHS,
KoTopas ommcana mum Gawrepmir (Y, '), Moxmo aymare, 4TO KH3HecmocOO-
" HOCTh KJIETOK IIPM NMHUTMEHTHOH KCepojepMe YacTHYHO MONJep:KIBAeTca 3a
caeT HOPMAIBHO HAymed 6BICcTpoil KOMIOHEHTHI PeNapalii.

Wrax, cymecTByoT mo KpaiiHeii Mepe fABe pasmiie GOPMEI THTMeHTHON Kce-
POAEPMEl ¢ DA3TUIHBIME TeHeTHIeCKEME MeeRTaMu, H3MOHIIOIME Pagino-
YYBCTBUTEABHOCTH KACTOR. IIpm 5TOM BHepBLIE Cpefinm KIETOK MJICKONHTAIINAX
o0Hapy:KeHa MyTanms, ONpeNeJAmMas HecnocoOHOCTh K BOCCOETHHEHHIO
onmEouYHBIX paspeizos JIHH.

Asroper BEIpaskawT Oxaromapuocts 0. JI. Topomenro u H. B. Tomumuuy
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