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MEPBUNYUHbBINA TMMNEPMAPATUPEO3 U CUHAPOM MHOXXECTBEHHbIX
SHAOKPVHHbIX HEOMMA3UIA (Nlekums)

MOHVIKM nm. M. ®. Bnagnmmpckoro

CVHAPOM MHOXECTBEHHbIX 3HAOKPUHHBLIX Heonnasuii (M3IH)
— HacfnefcTBeHHOe 3abosieBaHue, nepejatolieecss Mo ayToCOMHO-
[OMWHAHTHOMY TUMy, NPy KOTOPOM OTMeYaeTcs OrnyxosieBoe nopa-
XEeHVe HEeCKOSIbKMX 3HOOKPUHHbLIX Xeres.

B cTpyktype M3H BblgensawT Tpy OT/IMYHBLIX APYr OT Apyra Ba-
puaHta: M3H-1, M3H-2A. M3H-2B. lNpn M3H-1 (cuHapome
Bepmepa) oTmevaloTcs runepnnasust OKOMOLLMTOBUAHBIX Xefes
(OLWLXK) nnu apeHoma, OCTPOBKOBO-K/TIETOUHbIE OMyXO0sIM MOAXKeNy-
[OOYHOW xenesbl, ageHoma runogusa.

Mpy KOMOGUHMPOBAHHOM U3YYEHWUW OMyXOMeBbIX KapT W CBA3el
YCTaHOB/IEHO, YTO FEeHeTMYeckuii aedekt npu cuHapome Bepmepa
pacnosioxXeH B NepuLeHTPUYeckon obnactu A/IMHHOro nneva 11-i
xpomocomsbl (LLL13). Korga npovcxoaut ytpata 11-ii XpomMOCOMOii
4yacTy reHeTUYEeCcKoro Marepuana, CeleKTMBHO NMopaxatTcst UMEHHO
SHAOKPVHHbIE KIETKW. ITO MPUBOAMUT K UX nponundepauuu, scnes-
CTBME Yero pasBMBaeTCA Heomnnasnsa 3HAOKPUHHBIX Xesnes.

M3H-2A (cuHgpom Cunnsia) BKIYaeT runepnsiasuio unm age-
HoMy OLLDK, onyxonb v3 napadonsivKyspHbIX KNeToK LUTOBUA-
Holi xenesbl (LUXK) (mepynsipHblii pak LUK (MPLLXK)) n ceoxpo-
MOLMTOMY.

eHeTnuyeckan ocHosa cvHApoma Cunnna usyyeHa HegocTaTou-
Ho. o AaHHbIM OfHVX 1ccnefoBaTenei, NPOUCXOANT YacTuyHas ae-
nenuuns 20-i XPOMOCOMbI, HO 3TO OGHaPYXMBAETCS He y BCEX POACT-
BEHHVKOB. [lpyrvie aBTOpbl yKasblBalOT Ha CBA3b C JIOKycom 10-i
Xpomocomsbl. Mpn M3OH-2A y MHOIMX nauveHToB OnmncaHbl Tovey-
Hble MyTaumn B AET-NPOTOOHKOreHHOM KOAMPOBAHUW A/t TPaHC-
MeMbBpaHHOI TUPO3NHKMHA3bl, YEM MOXHO 06BACHUTL HeonnacTu-
YeCKyH0 aKTUBHOCTb.

Ona M3OH-2B xapaktepHbl runepnnasva OWPK wnn napatu-
pcoageHoma MPLUXK. runepnnasvs MO3roBoro BellecTsa Hafno-
YEYHNKOB WM  (PeoXpoMoLMTOMa, MyKO3Has HeBpuHoma. [lpu
M3H-2B 6onee yem y 95% poOLCTBEHHWKOB BblsiB/IeHA MyTauus
MET-npooHKoreHa B KofoHe 918 (3k30H 16). MpoucxoanTt Koamnpo-
BaHVe 3aMeHbl METUOHWHA Ha TPEOHVH, B pesysibTare Yero akTuBu-
31pyeTca BHYTPEHHAA TUPO3UHKMHA3HAasA YacTb TAKOro Xe peLenTo-
pa, kak n npn M3H-2A.

MpUUMHBLI NOpPaXeHUs HECKOSIbKUX 3HOOKPUHHBIX Xenes npu
M3H sasnatwTca npegmeToM crnopa, HECMOTPSA Ha [OCTaTOYHO Ty-
60KMe uccnefoBaHnsa B 3Tol 06nacTu. MHOrme us aTux xenes co-
CTOAAT W3 K/MEeTOK, CMOCOGHbIX AekapboKcuamMposaTtb pas/inyHble
aMVHOKUCNOTbI, NpeBpatlas MosieKy/ibl B aMmyHbl UK NENTUAbI, KO-
TOpble AelCTBYIOT Kak FOPMOHbI 1 HelipomMeanaTtopbl. 3TW KNeTku
Knaccupuumpytotes kak APEKO-k1eTkn 1, No MHEHUIO paja aBTo-
pOB, MEIOT HENPOIKTOAEPMasIbHOE NPOUCXOXAEHNE (HEPBHBIV rpe-
6ellok). APEHO-kneTkn cofepxaT mapkepbl UX 06LEe HenpoaH-
[LOKPUHHON NpYpoAbl, BKAYas HelipoHcneumdguryeckyo aHonasy,
cYHanTou3nH 1 XpomorpaHvH A. CnycTs OauTesisHoe Bpems rMo-
CNe opraHoreHesa Heornsactuyeckoe nepepoxgeHne APEKO-kneTok
3aBepLUaeTcs, BO3MOXHO, M3-3a HacNeACTBEHHOW yTpaTbl ONyX0sib-
nofasnsAoWero reda n (Uim) mytauuy NpPOTOOHKOreHa [0 murpa-
Ly 3KTOAEePMasibHbIX KNEeTOK B COOTBETCTBYHOLLME TKaHW. Takas re-
HeTuuyeckasi nepecTpolika B paHHWUX CTaauax amMOproHasIbHOro pas-

BUTUA MOXET OOBACHUTL COYETAHHbIE U3MEHEHUS B PAXTUYHbIX TKa-
HAaX (napadonnukynapHole C-kneTkn LXK, kneTkn mosrosoro se-
ecTBa HaANOYEUYHUKOB W 3KCTpaadpeHasoBoi  xpoMad)VHHOM
TKaHu, KIeTkn afeHorunodusa, napaTmpcounTsl) B nocnefHee
Bpemsi APEHO-Teopusi HaxoauT Bec 60/ibLUEe YNC/I0 CTOPOHHYKOB.

MepBuuHbIli runepnapatupeos (MITT) MOXET 6biTb TPEX TU-
nos: 1) cnopagnyeckuii; 2) cemeiiHbii c MOH-1 unn M3H-2; 3) ce-
MeliHbIli 6e3 M3H (Mn cemeliHblil N30MPOBaHHbIN)

CeMmeliHblli n3ompoBaHHblin MITIT — pegkoe siBNeHWe, NoaTo-
My TakumX 6O/bHbIX YacTO BK/IOYAIOT B YMC/IO NALMEHTOB C CEMEN-
HeiM TIMT B "pamkax” M3H unu yacto cmelumBaroT ¢ [O6poka-
YEeCTBEHHOI CEMENHOW rMnoKasibLMypuyeckoi runepkansumnemmeri
CemeiliHblli TTIT 6e3 MOH cBsi3bIBaeTCS C MOBbILLEHHLIM PUCKOM
pa3suTusi paka OLLXK CewmeliHblii MITT 6e3 M3H npakTuyecku
Bcerga npossnsercs Ao 10-netHero sospacTa. [lokasaHa CBA3b Me-
xay Hammumem MFTT u nokycom Ha LLA3 (cxoAHbliA wan naeH-
TUYHbI TeHy M3H-1) y uneHoB cemeil ¢ cemeliHbim [T 6e3
M3H. OfHako 3aTa K/IMHUYECKN BblpaXXeHHas accoumauns He nmeet
cBA3M ¢ nokazarenem AHK Ha 11-li XxpoMOCOME, YTO CBOMCTBEHHO
oans M3H-1, n 10-i xpomocome, YTO xapaktepHo ans M3H-2

MIMT aBnsetcs Havbonee yacTbiM nposiBieHneM M3H u Ha-
6nopaetca B 20—30% npu M3H-2A u pexe npu M3H-2B [Mpu
M3H-1 oH oTmevaeTcs 6onee uyeM y 95% O6OMbHbIX W ABNSETCA
06bIYHO NepBbIM nposBieHvem [Mpu M3H-1, kak npasuo, BbISB-
nseTcs npevmyLLecTseHHo andpdpysHasa runepnnasua OLLDK, a npwu
M3H-2A value Bcero scTpeyvaroTcsa ageHombl OLLXK Wccneposa-
HuA 256 naymeHTos ¢ MITIT B "pamkax” M3H-1 dpaHLy3cko-6esib-
ruiickoit rpynnoii OE”™M nokasanu, 4to ¢ 1985 no 2001 r. oTme-
yaeTca TeHAEeHUMA K yBenmyeHuo uucna runepnniasuii OLLK oT-
HocuTenbHO ageHom OLWDK. BosbHble ¢ TITIT B "pamkax” M3H.
KaK npasusio, MOJIOXe TeX, Y KOTOPbIX OH HabMojaeTcs Kak camo-
cTosiTeNlbHOe 3aboneBaHve. Y 60MbHbIXx ¢ M3OH-1 Kk 40 rogam 3a6o-
nesaemoctb MIMIT pgocturaet 100%.

KnuHnyeckue npossneHusa MITIT y naunmeHTtos ¢ CUHAPOMOM
Bepmepa (M3H-1) oyeHb pasHOO6pa3Hbl Y YacTo MMEIKT CXOACTBO
¢ TakoBbiMK npu MIMAT y nayneHToB 6e3 cuHapoMa M3H. Y He-
KOTOPbIX 60/IbHBIX OH MpoTeKaeT 6eCcCUMMNTOMHO, B TO BPEMS Kak Yy
Apyrux HabnoaalTcs ycTasocTb, HEPBO3HOCTb, €/1aboCcTb, norteps
anneTuTa, NoAWypus, NOAVUAUMNCUSA, KaMHW B MOYKax, HapyLueHus
KOCTHOro meta6onuama. Cumntombl IMITIT Hepeako MackMpyTcs
CUMMTOMaMK, pasBMBaOLLMMUCA MPU cuHapomMe 3o/MHrepa—3ri-
NINCOHA, WHCYNUHOME, akpomeranmu. C Apyroi ctopodsbl, MIMT
MOXeT CMpPOBOLMPOBAaTL YXYZLIEHWEe KIUHUYECKON KapTUHbI pas-
Nn4HbIX 3a6onesaHuii. MapatupeonaHslii ropmoH (MTI) cTumynu-
pyeT cekpeuuto Xenyaka u Tem cambiM TedeHne crHapoma 30/NH-
repa-o1McoHa CTaHOBUTCA 6onee TskenbiM. YpoBHU MTI. Kasib-
uMa nnasMbl KPOBU 1 Apyrne 6uoxXummnyeckne nusMeHeHus y 60b-
HbIX C HacneacTBeHHbiM TITIT TakvMe Xe, Kak v y nauneHToB 6e3
M3H.

UyBCTBUTEIbHOCTL /12a60PAaTOPHbIX METO0B AMarHOCTUKN [OC-
Turaet 100%. C uUenbl TOMUYECKOW AUArHOCTUKM WUCMOMb3YHT
yNbTpa3BykoBoe wuccnefosaHve (Y3W), KOMMbIOTEPHYHO TOMOrpa-
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cuto (KT), mMarHMTHo-pe3oHaHCHyto Tomorpadguio (MPT), Tanue-
BO-TEXHeMneByto cumHTHorpaduio. CouvetaHve 3TMX METOLOB MO-
BbILIAET TOYHOCTb AMarHOCTUKN 10 90—95%.

Mpwn BbIiBNeHUN 60MbHbIX ¢ MITIT BCcerga HEO6XOANMO YUNTbI-
BaTb BO3MOXHOCTb €ro pas3sutusa ¢ "pamkax” M3H, gaHHble 0 Ha-
cneacteeHHoM Bapuante MITIT u Apyrux aHAOKPUHHBLIX 3a60neBa-
HUAX Yy UX POACTBEHHMKOB. C/TIOXHOCTb B TOM, YTO pas/inyHble npo-
ABneHns MOH MoryT nosBnsaTbCA He OJHOBPEMEHHO, NMO3TOMY He Y
BCEX MaLUMEeHTOB NepBoHaYas/IbHO NPOSABASAIOTCA CUHAPOMbI Nopaxe-
HUA BCEX 3HAOKPUHHBIX Xeses, BoB/ieveHHbIXx B MOH YacTtoTta no-
paxXeHns 3HAOKPUHHbLIX Xene3 npu M3H-1: OWPK — 90—100%,
nopKenyjouHon xenesbl — 80%, runocmsa — 65%, HaANOYEUHU-
KOoB — 36%, LK — 24%.

YacToTa, BbIpaXeHHOCTb cumnTomMatuku [ITT y 60nbHbIX €
M3H-2A wMeHblle, Yem y nauueHtoB ¢ M3H-1. Y Hux MITIT
06bI4HO passusaeTca nocne 30 NIeT U HACTONBKO Pefko, YTO He Au-
arHoctupyetcs. OCHOBHbIM B [MarHOCTUKE SB/SAETCA BblsiB/IEHUE
He3HauuTeNbHOW runepkasibumemmn. Kak npasuio, NpuunHa BbisiB-
nAeTca NUWb npy onepaummn Ha LLDK, BO BpemMs KOTOPOW CryyaiHo
06HapyXnBaeTCa ofHa UM HECKOSIbKO yBesmyeHHbIx OLLIK.

MHorga MITIT pa3suBaeTca CnycTa rofbl rnocne onepauun no
nosogy MPLUXK. KnuHuka MITIT pefko o6HapyxvBaeTcs y nauu-
€HTOB, KOTOpble paHee NofBeprasincb TUPEOUAIKTOMUM, NO3TOMY
HeKoTopble UCCnefoBaTenn yTBEPXAAoT, YTO UMEET MeCcTo (hakTop
pocta OLLDK, cBsizaHHbI ¢ C-kneTkamu LLDK, koTopble 6binu yaa-
NneHbl BO Bpems onepauuu no nosogy MPLLK.

Kak v y 60nbHbIX co cnopaguyeckum MITIT, gnarHoctuka oc-
HOBbIBAETCA Ha ONpesesieHnn YpoBHei 06LLero 1 MOHM3MPOBaHHOTO
Kasbums, occhopa, MTI B CbIBOPOTKE KPOBM, aKTUBHOCTY LLENOY-
HoW chocchaTasbl.

NeveHne TIITIT B "pamkax" cuHapoma MO3H npeacTasnser
60/IbLUYI0 C/IOXHOCTL A1 XMPYProB, Tak Kak yactoTa peLuansoB
MICOT B aTol rpynne nauyveHTOB Bbille, YeM B rpynne 60/bHbIX ¢
MITT, He cBA3aHHbIM ¢ MOH-1. Cpeau nauveHToB CO criopaju-
yeckum MITIT B 85% o6HapyxmBaeTcs efuHNYHas ageHoma OLLXK.
a peunams HabnwpaeTca LOCTATOYHO PEefKo. YCTaHOB/EHO, YTO B
HEKOTOpbIX afleHOMax WM3MeHeH HOPMasIbHOW MOPSA0K XPOMOCOM,
KOTOPbIN CBA3bIBAET LIUKINYHbIA OHKOreH PRAD-1 1 akTuBM3upyeT
reH OLLK. YacTtoTta xe myTauuini npy M3IH-1, kak yxe ykasblBa-
Nocb, CBfi3aHa C Hamumem myTtauuy 11-ii XpOMOCOMBbI.

Kak npasuno, y 60nbHbIX ¢ MITIT, passusatowerocs 8 "pamkax”
M3H, npeobnagaet napatupeovHas runepnnasus. Cnefosatesib-
HO, /leyeHne A0/HKHO 6bITb Hanpas/ieHo Ha yAasleHne Bcex aHoMaslb-
HbIX WM MOTEHUMa/IbHO aHoMaslbHbiXx OLWXK. Y naumeHToB C
M3H-1 Hepegko MMerT MECTo A0oNosHUTE NbHbIe OLLK.

I'vnepkanbLuyeMus noBsbILLAeT CeKpeLuto XeyaKa npu CUHApo-
Me 30/IMHrepa—3INInCcoHa, passusalowerocs B "pamkax” M3H,
NnoaToMy napaTtupeonaskToMus Lo/mKHa NpejLecTBoBaTb onepauum
no nosojy racTpUHOMbI.

'vnepnnasnpoBaHHble OLLK yacTo pasnuuarTcs mexay coboi
no pasmepy, MO3TOMY XWUPYPr MOXET MPUHMMAaTb YBEIMYEHHYH
OLLUXK 3a afeHoMy, a He3HauUMTE/IbHO YBE/IMYEHHbIE rnepniasnpo-
BaHHble OLLDK 3a HOopMasibHble. EAMHCTBEHHbIM MeToAoM Audde-
peHLanbHOW ANArHOCTUKM B ;AHHOM Crlyyae SiBNSeTCA rmcTosioru-
Yeckuin aHanm3 "HopmasbHoli" OLDK y naymeHToB ¢ “ageHoMOiA".
HepacnosHasaHue runepnaasuy Uam OOMNOSHUTESIbHBIX Xene3 Mo-
XeT NpMBECTV K HeaZekBaTHOW onepauun 1, Kak crefcTsue, coxpa-
HEeHWO runepkasibLuemMun. Bo Bpems onepauum [O/MKHbI ObITb
NAEHTUNLMPOBaHbI BCE YeTbIpe Xesesbl U NPoBefeH TLaTe bHbIi
novck [06aBOYHbIX Xene3, 0CO6eHHO B TUMyCe W OKOSIOTUMYCHOW
VNHTUME.

OpaHy un3 ypganeHHbix OLLUDK MHOrve Xmpypru-sHaoKpUHOMOMN
noAgepralT Kpuonpesepsauun y nalueHToB, KOTOpble nogsepra-
ICb MOYTW MOSIHOW VAW NOJTHONM NapaTVpeouaKTOMUN C Liefblo ay-
TOTpaHCnaHTaumn, B c/iyyae, ec/iy pasoBbeTCs runonapaTvpeos.
HekoTopble aBTOpbl PEKOMEHAYIOT PaAMKasibHbI NOAXOL K NaLueH-
Tam ¢ M3OH-1 u3-3a yactbix peunansos MNITIT. OHW HacTaMBatoT Ha
NOJIHOW NapaTnpeonakToMUn 1 faxe TUM3KTOMUU, a Takke OfHO-
MOMEHTHOW napaTMpeonHoin ayToTpaHcniaHTauuy B npegnieybe
Ans 60/bHBIX C CMHAPOMOM Bepmepa. BmecTe ¢ Tem umetotcs yka-
3aHKA Ha TO, YTO y BO/bHbIX, NOABEPrLLNXCA TOTa/IbHOW napaTnpeo-
NA3KTOMUM, Nocne napaTUpeouHON ayToTpaHcniaHTauumn uepes
HEeKOTOpoe BpeMsi Bce paBHO pas3BKBaeTCs MOC/eonepaLoHHbIA r1-
nonapatvpeos. C Apyroi CTOPOHbI, YCTaHOB/IEHO, YTO CBEXas TkaHb
OUDK npy OQHOMOMEHTHOV ayToTpaHCnAaHTauum okasblBaeTcs
XN3HECNoCcobHon B 92% HabnoaeHNi.

Mpu KpuokoHcepsBaLun (YHKLMOHaNIbHAsA aKTMBHOCTb COXpa-
HAETCH TOJMIbKO B 67%. CnefyeT noAyvYepkHYTb, YTO A8 NpoBeAeHUs
O[JHOMOMEHTHOI ayToTpaHcnIaHTaumMm Heobxoauma mopdonoruye-
ckas Bepudmkaumss OTCyTCTBUA 3/10kavecTBeHHbIX OLLDK, yTo BO3-
MOXHO He BO BCEX JleHebHbIX yupexaeHnsx. MNMpenmyLecTso Kpuo-
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KOHCepBaLuMmn Takke B TOM, YTO, TaK KaK HUKOra Hesb3s ObiTb yBe-
peHHbIM B yaaneHun scex OLLDK, oHa no3BosisieT npousBoAuTb ay-
TOTpaHCNIaHTaLuio Xerne3 CnycTa TO WK UHOe BPEMS], eC/in B 3TOM
BCE e BO3HMKaeT HeobxoanmMocTb. OJHOMOMEHTHas ayToTpaHc-
nnaHTauus u Kkpuonpesepsaumsa SBSTCA Hanbosnee ONTUMaslbHbI-
MU mMeTofamMu B NPOIMNaKTUKe W NeYeHnn nocseonepaunoHHoro
runonapartmpeosa [JMCCOHAHCOM SABAAOTCA COO6LLEHUs, cBuge-
TeNbCTBYIOLME O TOM, YTO NapaTupeonaakToMusa 1 napatupeongHas
ayToTpaHcn/aHTauus faneko He Bcerfa y/yudliatoT pesyibTarbl orne-
pauuii no nosogy [T, ecnn OH 06YCNOBMEH runepnaasvei
OLL>K n3-3a TOro, YTO OCTAOTCA Hepacno3HaHHbIMU 3KTONMUPOBAaH-
Hble xenesbl. [103TOMy BO Bpemsi onepauuv HeobxoauMo Aenartb
0COO6bIli akLeHT Ha BbisiBneHnn Bcex OLLK kak B Mectax TMNUYHO-
ro, Tak ! HETUMUYHOTO KX PAaCMOSIOXEHUS.

Mo MHEHW0 HeKOTOPbIX aBTOPOB, MNPU OAVMHOYHON afeHome
OUK HeobxoaumMo Bcerga NpPOBOAWTL OGMOMCUI0 UMEILLMX BUA
HopMasibHbIX OLLXK NpoTUBOMNOIOXHOW CTOPOHLI. Ecnn nocne 6uo-
NCUN OHW He MPU3HaHbl NaTO/IONMYECKUMMN U COXPaHSIOT XU3He-
CMOCOBHOCTb, YAAIAT TO/ILKO afeHoMy U HopMasibHyto OLLDK Ha
ee CTopoHe. CunTaeTcs, YTO 3TOT NOAXOA, C OAHOW CTOPOHbI, YMEHb-
LaeT puUCK peuuamsa 1. ¢ APYroi, no3BonsieT n3bexarb runonapa-
TMpeosa. Ecnu xe passuBaeTcs peuuams, TO, Kak npasusio, TONbKO
C TOW CTOPOHbI, Ha KOTOpOW nposogmnacb 6uoncus OLLDK.

[Onsa nposegeHuns 6uoncun OLLPK HeobxoaMma toBesmpHas Xu-
pypruyeckas TexHuKa, Tak Kak npu ce npoBefeHuv TpyaHO [03U-
poBaTb 06beM yaansieMoit TkaHu Pesynbtatom Tpasmbl OLLDK npu
nposefeHny 6uoncuy MoryT ObITb KPOBOU3/IUSAHNE B ee TKaHb, Mo-
BPEXAEHNEe COCYANCTON HOXKM, YTO BNOCNEACTBAN MOXET NpuBeCTY
K runonapatvpeosy. faxe ecnn npu 6uoncun yaansetcs nuwbs 1/10
OLL>K, Henb3si UCKMIOUYUTL BO3MOXHOCTb PasBUTUA ee TMNOYHK-
umn. N tem He meHee npu ageHome OLLDK onepaums fonxHa 3a-
KYaTbCa B ee yaaneHun u uoncum OfHON 13 Apyrux xenes [2].
MpeBanmpyeT TOYKa 3PEHUs, COrMacHO KOTOPOW XWUPYPr AOSKEH
oueHuTb pasmep n uset OLLPK u onpegenuts, kakne OLLPK asna-
l0TCA natonornyeckuMu. Ponb nartonoroaHatoMa Bo Bpems orepa-
LN orpaHnumMBaeTcs naeHTudmkaumnein TkaHm OLLDK.

MPLK B "pamkax" atoro M3H-2A pomkeH 6bITb NoaTsep-
XOEH WM UCK/IOYEH Ha OCHOBAHWUM AaHHbIX, MOJTyYEHHbIX Npu Orl-
pefeneHnn ypoBHS TUPOKaUTbLIMTOHMHA, & Takke Mo BO3MOXHOCTU
LAaHHbIMU, yKasblBaOLWMMN Ha Hanmune RET-myTaumm B 10-i1 Xpo-
Mocome. ['eHeTUYecKnii CKPUHWHE NPOBOAAT VMEHHO C LeNbio Bbl-
agreHns MPLLUXK. 3To no3BonseT BbIMNOSHUTL NPOGIUIAKTUYECKYIO
TUPEOVA3KTOMUIO Ha CTafusax, NpeALecTBYOLWMX OryXoneBoMy
pocty (andpdpysHaa C-kicTouHasa runepnnasus). B cnyvae Bblgene-
HMA MyTaumm RET-NpoTOOHKOreHa B nelikouutax nepudepuye-
CKOW KPOBW MpY reHETUYECKOM aHa/in3e MOXHO OblTb YBEPEHHbIM B
TOM, 4YTO B A@HHOM KOHKpeTHOM cnydae MPLLDK sasnsetca nposis-
neHvem M3H-2A nin umeet cemeliHblii xapaktep. Mpu oTcyTcTBUN
MyTaumn RET-NpOTOOHKOreHa B iefikoumTax ee Hauyie B camoi
ornyxonn ykasblBaeT Ha cnopaguyeckyro MPLUDK. Eciv myTtaums oT-
CYTCTBYeT Kak B /leikoLmTax, Tak 1 B CaMOii Omyxosu, Kakoro-m6o
3aK/1I0YeHns caenatb HEBO3MOXHO.

TUpeonasKToMusa pekoMeHAyeTCcsl TeM nauueHTam, y KOTOpbIX
BbifBNeH RET-npoTooOHKOreH eule 8 Bo3pacte 5 net. MPLLU>K npun
M3H-2A BcTpeyaeTcs kpaliHe pefko y nuvy, ctaplie 40 net

Mpy M3H-2A MOryT UMeTb MeCTO He TOJIbKO eAUHUYHbIE UN
OBOWiHbIe afeHoMbl OLLDK, Ho 1 runepnnasus OLLDK, noatomy Tak-
TUKa xupypruyeckoro neveHuns TITIT Takada xe, kak npyu M3OH-1.
B cnyuae runepnnasuu OLLXK pekomeHAyT Npov3BOAUTL TOTaslb-
HYH MapaTMpeo3KTOMUIO C ayToTpaHcniaHTauueli OWK. Mapa-
Tnpeonaskrommusa npy M3IH-2A o4yeHb 4acTo NPOU3BOAMUTCA OLHO-
MOMEHTHO ¢ onepauueii no nosogy MPLK (Tupeonaskromusi u
nuMdafeHaKToMus). B To Xe Bpemsi CyLLecTBYeT Touka 3peHus, Co-
rnacHo KoTopoi npu M3H-2A cnepyeT yaanste TO/IbKO MaKpPOCKO-
nuyeckn ysenuuyeHHole OLLIXK, Tak Kak npwu 3Tom BapuaHte MOH
penku peunamsbl TITIT, a opraHocoxpaHsoLwan onepawlms rno3so-
nset nsbexarb nocsieonepauyoHHoro runonaparupeosa.

B TOM cnyyae, ecnu onepauusi okasanacb Hepesy/bTaTUBHOM,
obeyxgaeTcs HeobxoAMMOCTb MOBTOPHOIO XMPYPrmyeckoro smeLla-
TenbcTBa. epen NOBTOPHONM onepauuvein AO/MKHO ObiTb OnpeaeneHo
TonorpacpoaHatoMmyeckoe MeCTOMOSIOKEHNE OcCTaBfeHHbIX OLLK
nogaHHbiM Y3W. MPT, KT, cumHTuorpaduu, TwatesibHO peTpo-
CMEKTUBHO M3y4YeHbl MPOTOKO onepauun 1 natoMoposiornyeckoe
3aK/oYeHme.

3a nauyveHtamu ¢ peuuManmBuUpyOWMM U MEPCUCTUPYIOLLUM
MINT HeobxoouMmo AnuTeNlbHOe HabiAeHNe He TOSIbKO B NaHe
MITT, HO “ BO3MOXHOrO MocsieonepaumoHHoOro pacrosHasaHus
M3H. OueHb BaXHbIM sIBAsieTcs 06CnefoBaHne BCell cemby Tex na-
LIMEHTOB, Y KOTOPbIX BbISB/IEH HAcneACcTBeHHbIV MITIT, Tak Kak OH,
Kak npaswuno, ABMSeTCs nepsbiM npossrieHnem M3H-1. Tak, Bo
dpaHumMKn co3faH HauMoHaslbHbIA perucTp naumeHtos ¢ MOH-1.



Mpn M3H-2A BpayebHoe HabnwaeHVe A0MKHO NPOAOIKATLCS
Ha MPOTSHKEHUU BCEN XU3HU, 0COBEHHO Mpu Hasmuun MPLLK n
HeoxpoMOLIMTOM bl.

C OTKpbITUEM reHeTnYeckoi npupoabl M3H cTano BO3MOXHbIM
onpeaensTb, Kakme yneHbl CeEMbU NpeapacnosioxeHsl K MOH-1 nnu
K M3H-2A, a kakve HeT. ITO MO3BOMAET U3bexarb ncuxosormye-
CKOrO HanpsbkeHusi U MOXM3HEHHOro BpayvyebHoro HabwaeHus y
oTAe/IbHbIX UHAMBUAYYMOB [launeHTam, y KOTOpbIX UMEeeTCa npej-
pacnonoXeHHOCTb K AaHHbIM 3a60/1eBaHNAM, [O/THKHO NPOBOAUTLCSA
AnHamuyeckoe obcnefosaHue.
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B. 3unnenb

KITMHNKO-TOPMOHAJIbBHAA N MONEKYAPHAA XAPAKTEPVCTUKA
BPOXXAEHHOW ANCOYHKLMN KOPbl HAAMOUEUYHWMKOB BCJ/IEACTBUE
OEPUVLINTA P450C11 (110-TMAPOKCWJIA3A): ONMNCAHME OBY X CJ/TYUAEB

3ABOJIEBAHUVA

[eTtckoe oTaeneHne DHOOKPUHOMIOTMYECKOTO HayyHoro ueHtpa PAMH, MockBa; oTaeneHne AeTcKoi
3HAOKPMHONOIMN AETCKOW KIMHUKM YHMBepcuTeTa XpuctnuaHa-Anbbpexrca, Kunb, MepmaHus

BpoxaeHHan AncdyHKuma Kopbl HagnouveyHukos (BAOKH) —
3TO rpynna 3aboneBaHnii ¢ ayTOCOMHO-PELIECCHBHbLIM TUMOM Hac/ne-
[0BaHNSA. B OCHOBE KOTOPbIX NIEXUT AeEKT OLHOIO 13 3H3UMOB UK
TPaHCMOPTHbIX 6€/KOB, MPUHUMAIOLLMX yYacTue B GUOCUHTE3E KOop-
TM30/1a B KOpe HajnoyeyHnkos. O6LUMM B naTtoreHese [aHHbIX CO-
CTOSIHWIA SIBNSIETCA CHWMXXEHWEe CKHTEe3a KopTM30na, Beayllee K ru-
nepnpoaykumn AKTI 1, Kak crneacTtsue, passuTuio runepnnasnm
KOpbl HAAMOYEUYHVKOB 1 HAKOMIEHVIO META60/IUTOB, NPeLIecTBY-
LWMX fethekTHOMY aTary CTepouforeHesa.

B HacTosiLee Bpemsa MPUHATO BblAeNaTb 5 BapnaHTos BAKH: 1)
necuunt 51AN-npoTenHa (NunongHas runepnnasvs HaanoyeyHu-
KoB, cuHapom [pagepa); 2) gedouunt 3p-cTeponngerngporeHasbl
(3p-H53), 3) pgedomuut CYPL17 [P450cl7, 17a-ruppokcmnasa/l?,
20-nua3a] (cuHgpom Bernuepwu); 4) pedmumt CYP21 [P450c21, 21-
rmgpokcunasal; 5) gedmumt CYP11B1 [P450cll, | ~-rmgpokcuna-
3a]. MoMMMO yKasaHHbIX Bbllle, W3BECTHbI U Apyrne HacnefCcTBeH-
Hble fed)eKTbl CTepONAOreHHbIX 3H3UMOB, KOTOpble, OJHAKO, HE CO-
NPOBOXJAOTCA HapyLleHWeM CMHTEe3a KopTu3ona W runepnniasuen
Kopbl HagnoyeuHukos (aedouunt CYP11B2, aechmumnt 5a-penykra-
3bl U AP ).

[Oednunt P450cl! aBnseTca Hambosee pacnpocTpaHeHHbIM Mo-
cne pedmumta P450c21 HacneAcTBEHHbIM AeeKkTOM CTepoujoreHe-
33, coctasnas 5—8% Bcex cnyvyaes BAKH [8]. Ero BcTpeyaeMocTb B
nonynsuum coctaenset npuénmnsutensHo 1:100 000. Hanbonee Bbl-

coKas pacnpocTpaHeHHOCTb OTMeYaeTcs B CTpaHax Cpefm3eMHOMO-
pbs [7].

Y yenoseka umMmeeTcAa f[Be u30opMbl  11p-rupgpokcunassl,
CYP11B1 (P450cl 1, 1lp-rugpokcunasa) u CYP11B2 (P450c18.
P450allo, unu anbfoCTEepOHCUMHTa3a), OTBevyaloLlmX 3a OUOoCUMHTE3
KopTu3ona u anbAocTepoHa CoOTBETCTBEHHO P450c 11 — 310 MuUTO-
XOHAPWasTbHbIA 3H3MM, Y4acTBYIOLLMIA B NpeBpaLleHn 11-ae3okcu-
KOPTUKOCTEPOHA B KOPTUKOCTEPOH 1 11-A€30KCMKOPTU30/1a B KOp-
Tn3on. P450al60 (anb4oCTEPOHCUHTA3a) yvacTByeT B 18-ruapokcu-
NNPOBaHNM 1 Moc/eAytoLLemM OKUC/TIEHNN KOPTUKOCTEPOHA U KOPTU-
30/1a B @/1bA0OCTEPOH 1 18-OKCUKOPTU3O.

Mpn pgecmumTte P450cll HapylwaeTca CUHTE3 KOpPTM30Ma, 4TO
npvBOAMT K cTUMynsiumMmn cekpeunn AKTT 1 136bITOYHON NpoaykK-
LK NpefLuecTBEHHUKOB, 06pasyoLmnXcs Bbllle JaHHOro atana cre-
pongoreHesa. W36bITOK [e30KCUKOPTUKOCTEPOHA, obnajaroLero
MUHEPasIOKOPTUKOUHOW aKTUBHOCTbLIO, BefeT K 3afepXke HaTpus,
NOBbILLEHWIO apTepuasibHOro AasneHns (Al) 1 nofas/eHNo akTuB-
HOCTW PEHVH-aHIMOTEH3HOBOW cMcTeMbl Kpome Toro, npu Hegoc-
TaroyHocTn P450c 11 npomcxoamuT HakorsieHne npewecTBeHHNKOB
aHJpOreHoB, YTO SBAAETCSH MPUYMHOWN Pa3BUTUS JTIOXKHOMO XEHCKOro
repmacpoamTmaMa y AeBoYeK 1 NpexaeBpeMeHHoro rnosioBoro pas-
BUTUSA HaAMOYEUYHNKOBOIO reHe3a y MaslbUnKOB.

Hwxe Mbl NpUBOAUM ABa K/IMHUYECKUX Cyyast AaHHOW hopMmbl
BAKH, npu KOTopbIX AnarHo3 6bi/1 NOATBEPXAEH Kak MO pesysnbTa-
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