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Pax rtoncroit xumku (PTK) kpaitHe penko BcTpedaeTcs
y mereit [1, 2], u KaxOplid ciaydail 3acily)KUBaeT MOAPOOHOTO
paccMOTpeHHus, B CBS3M C Ye€M MBI HPUBOAUM ONHCAHHUE
cobcTtBeHHoro HabOnwaenus PTK.

PeGenok umana C., 8 mer (mara poxnaenus 11.05.94)
MOCTYMIJIa JUIsi 00CIeZOBaHUS B TeMaTOJOTHYECKOE OTjee-
nue Mopo3zosckoit I'IKb ¢ aumarnozom «AHeMus HESICHON
sTHONOTHM». Poxnrtenn pebeHka 370poBHI. Jlemymika 1o Mare-
puHCKOH nuHUU yMmep B BospacTte 30 neT oT paka HpsMOH
KHIIKH.

W3 amamHe3a M3BECTHO, YTO IIEPBBIC CHMITOMBI 3aboie-
BaHHUS B BHAE CIa0OCTH M MOBBIIIEHHOH yTOMIISIEMOCTH HOSIBU-

neguarpuueckoro dakyinprera PITMY;

reMaToJOTHYECKOe OTaelicHne MOpPO30BCKOW TOPOACKON AETCKOW KIMHHYECKOW OoNbHHIBI, MOCKBa

JHCh 3a 3 Mecslla 0 TOCHHUTAIM3alMH. 3a MECSl A0 MOCTYI-
JICHUs OTMEYalHCh €XKEJIHEBHBbIE CyO(peOpHIbHbBIC MOIbEMBI
TEMIEpaTypbl Tella, B TCYCHHUE IMOCICIHHX 2 HEJeNb Haydaju
OCCIIOKOUTh MEePUOANYEeCcKHe OOJH B JKUBOTE.

ITpy HEpBUYHOM OCMOTPE B OTJCICHHH COCTOSHHE peOeH-
Ka TsKeloe. BbIpa)keHbl CHMITOMBI MHTOKCHKaluu. Ilpu
najpnaiyy B HpaBOd MOAB3AOLIHON 06JacTH 0OHApYKEHO
o0beMHOE OoOpa3oBaHUE pazMmepamMu 6X4X4 cM, MOJBUXKHOE,
mwiotHoe. [lanpmanus ero 0e30oJiie3HEHHAS.

Awnanus kposu: Hb 68 r/m, sp. 2.3°10'%/m.

Y3U opraHoB OpIONIHOW TOJOCTH W 3a0PIOIIWHHOTO IIPO-
CTpaHCTBA: B IPABOW MOJB3JOIIHONW 00jacTH oObeMHOE 00Opa-
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30BaHue pasMepamu 61X41x45 MM HEOJAHOPOIHOH CTPYKTY-
pBl C HEPOBHBIMU [OBOJbHO YETKUMH KOHTYPAaMH, CHI)KCHHOMH
9XOTEHHOCTH, K €ro MeAMaJbHOMY Kparo HpUIIeKaT JBa JIUM-
¢darnueckux ysiaa pazmepamu 21x10 mm u 28x20 Mm.
Jlanapockonusi: B NpaBoi IOAB3JOMIHON 00JIaCTH KOHIJIO-
MepaT, PACHOJOKEHHBIH Ha paccTOSIHMM 3—4 cM OT wmieoue-
KaJIBbHOTO YIJa, KOJBLEBHUJIHO OXBATBHIBAIOIMUN BOCXOISILYIO
000J0YHYI0 KHMIIKY Ha npotrskeHudn 6 cm. Ha skcnpecc-6umo-
ICUIO B3STO [BAa ME3CHTCPHANBHBIX JIUM(pATHYSCKUX Yy3JIa:
TUCTOJIOTHYECKH OOHapyXeHa KpPYHNHOKJICTOYHAas ONyXOlb

Puc. 1.

Henuddepenunpopanuplii pak TOJCTOH KHUIIKH: (op-
MHUPOBaHHE TPAaOCKYISAPHBIX CTPYKTYp KIJIETKaMH
ONYyXOJIH.

VB. 400, okpacka reMaTOKCHJIMHOM U 303UHOM.
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Puc. 2. VYyacTok OmyXoiu, UMEHIOIINI CTPOCHUE IMEpCTHE-
BHJIHO-KJIETOYHOTO paka: Oousbmoe koiaumdectBo CD3-
MMO3UTHBHBIX JTUM(OIUTOB CPEIU KIETOK OIYXOJIH.

VB. 400, UMMYHONIEPOKCUAA3HBIH METOJ.

TpaOEeKyJISIPHOTO CTPOCHHUS C BBIPAKECHHOW KJIETOYHOW AaTHIIH-
el ¥ BBICOKOH MHTOTHYECKOH aKTHMBHOCTBIO.

CpenunHas jgamapoToMusi: JuM@paTHuecKue y3ibl OpbI-
Keliku pasmepom 0,5x0,8 cM, meyeHb BHU3yaJlbHO HE H3MEHE-
Ha. [IpousBeneHa pesekuus BocxXoxasiieil 000JOYHONW KHUIIKH
C OIlyXOJIbIO C HAJIOKCHHEM aHACTOMO3a KOHEL TOHKOW KHILIKH
B 0OK momnepeyHo-00040YHON KHILKH.

ITpu MopdosoruyeckoM HCCIEOBAHUN OIEPALUOHHOTO
MaTepuana OIpeieNsaeTcss OMyXOoJIEeBUIHOE 00pa3oBaHHUE, Ipe-
CTaBJICHHOE I'PO3JEBUIHBIMH PA3paCTAHUSIMH CEPOBATO-PO30BO-
ro LBETa MATKO-3JACTUYHONH KOHCHUCTEHIMH C y4acTKaMH Xps-
meBuAHON miuoTHocTH. OOMe pa3Mepsl OMyXoiu 9X7X5 cM.
Jlumdaruueckue y3nbl OpbDKEHKH cHasHbl Mexay co0oi B

BUJE KOHIJIOMEpaTa IUIOTHOW KOHCHCTEHLMH, pa3MepaMu OT
0,5x1,0 cM o 3X2 cmM.

ITpu rUCTOJIOrMYECKOM HCCICAOBAHMM OOHAPYKHUBACTCS
OIlyX0JIb COJIMIAHOTO CTPOCHHUS, COCTOSIIAs M3 KPYIHBIX MOJIH-
TFOHAJIBHBIX MOJTMMOP(QHBIX KIETOK € LEHTPalbHO PacIoJio-
KEHHBIM SJPOM M XOPOLIO BBIPAKEHHBIM SAJPBILIKOM, (op-
MHUpYIOIIUX TpabekynspHble CTPyKTypsl (puc. 1), Ha
OTJIEIBHBIX YHYaCTKaX C BBIPQXKECHHBIM ClIM3e00pa3oBaHHEM U
OOJIBIIMM KOJMYECTBOM IIEPCTHEBUAHBIX KIETOK (puc. 2).
V4acTKH OINyXOJH, MMEIOIINE CTPOCHUE CIM3UCTOIO M IIEPCT-
HEBUIHO-KJIIETOYHOrO paka, He npesbimaioT 50% TKaHu ommy-
XOJIM, YTO HCKJIOYaeT IOCTaHOBKY JMarHo3a JaHHBIX THCTO-
JOTMYECKMX BapUAaHTOB OIYXOJIH COIJIACHO KPUTEPUAM
knaccudpukanuu BO3 2000 r. [3]. I[TonoxutenbHoe HUMMY-
HOTMCTOXMMHUYECKOE OKpAallMBAHME LMTOIIA3Mbl OIYyXOJe-
BbIX KJIETOK MOHOKJIOHAJbHBIMH AHTUTEIAMH K KapLUHOIM-
OpHOHAIBHOMY aHTUreHy (puc. 3) M HEraTMBHOE OKpallMBaHUE
Ha XPOMOTPAaHMH A M HeipoHCHenu(UUecKyl 3HOJIa3y I103BO-
JUI0 TOATBEPAUTH SMHUTEIHAIbHYIO INPUPOAY ONYXOJIH H
UCKJIIOYUTh BO3MOJKHOCTH €€ HEHPOIHIOKPUHHOI'O IPOUC-
xoxzaeHus. OIyxosb XOpOIIO OTTPaHMYCHAa W HE HUMEET BbIpa-
KCHHOH JecMOIIaCTHYECKOH cTpoMbl. Cpein KIETOK OIMyXO-
JIU  Oompejeisercs pa3iudyHOH CTENEeHH BBIPAXKEHHOCTH
nuMmbouuTapHas HHQUIBTPALHS.

NMMYHOTHCTOXHUMHYECKOE HCCIIEJOBAHME IOKA3al0, 4TO
60JbIIMHCTBO JIUM(OUUTOB, HHOUIBTPUPYIOMIUX KICTKU
onyxoiu, CD3-mo3uTuBHbl U OOJBIIMHCTBO M3 HHUX COCTaBIIA-
0T CD8-nmo3utuBHbBIe nHUTOTOKCHYeckue T-kietrku. B ywact-
KaxX ¢ BBIPAXECHHBIM ciH3eoOpa3oBaHueM JuMdounuTapHas
UHQUIBTPALUSA HE CTOJIb BBIPAXKEHA, HO JUMQOLUTHI, HUH-
GuabTpUpyOMKE KICTKH ONYXOJHU, XOPOIIO BBIABIAIOTCS
B 30HaxX ¢ MeHbIIeH npoxaykuuei ciusu (puc. 2). OnucaHHBINA
ructonorudyeckuil Bapuant PTK monyuums Ha3BaHue «menyi-
JIAPHOTO», WM «HeAu(P(EepEeHUUPOBAHHOTO», XOTA B 3THX
pakax MOXKHO OOHapyXWMTh IPHU3HAKH jXele3uctoid audde-
penuupoBku [3]. OmyxoJsib H3BSA3BJICHA, NPOPACTACT BCE CIIOU
CTEHKM KHUIIKU. B cepos3Hoil o00onouke oOHapyXHBalOTCH
(dosnuKyonogo0HbIe CKOIUICHUS NUM(OLUTOB, TaK Ha3bIBa-
emass Kpon-monoOHuas numdpouutapHas peakuus. AHaJIOruy-
HbIC CKOIICHHS OOHAapYXXMBAIOTCS Ha TIPaHUIE ONyXOJHU
C OKpyXarwomuMmu TKausmu (puc. 4).

B numdarnyeckux ysnax sBICHMA runepruiasuu. B on-
HOM M3 JInMdaTuueckux y3JoB OOHapyXeH MeTacTa3 paka.
BHe omyxonu TOHKas M TOJICTas KHUIIKA C 4epBeoOpasHBbIM
OTPOCTKOM 0€3 NaTOJIOrMYECKUX H3MEHEHHUH M NPU3HAKOB
OIIyXOJIEBOI'O POCTA.

I'ucronorunueckoe 3akito4yeHue: Hegu(PepeHInPOBAHHBIN
pak Bocxojsmei obomounoi kumku, craxus C mo Dukes.

B Hacrosimee BpeMs peOCHOK BBINMCAH U3 OTACIEHHS JUIS
HOCJIEAYIOMEero HaOMIOJeHUS M INPOJOJIKECHHS JC4YCHUsS B
nerckom otaenenun POHII.

JlaHHBIN cilydall 1OKa3aTeJeH B OTHOIIEHHUH OCOOCHHOC-
Teil knmHuueckux nposiBaeHuit PTK y nereit. Heonpenenen-
HOCTb KJIMHMYECKOH CHUMITOMATHKH NPHUBOJUT K AMAarHOCTH-
KE OIyXOJIM Ha TO3JHUX CTaausax 3abosneBanus [1], u nuaruos
PTK craBuTcst TOIBKO Ha OCHOBAaHMM MOP(OJIOrHYECKOTO
HccienoBaHUS TKaHW onyxonu [4]. B mocimenHee Bpems B
uccinenosanun PTK y B3pocubix Bce Gosbliee KOJIUYECTBO
ny6iaukanuii mocssimeHo npobieme HacinexactBeHHoro PTK
[5—7]. BoickazaHo mpennosiokKeHue, 4To y JeTeid B OOJbLIMH-
CTBE CJIy4yaeB peub MIET O HACJIEACTBEHHOM Xapakrepe 3a0o0-
neBanus [5, 8]. IlpemnaratoT BBIOENATH JBa BapHaHTa Haclel-
crBeHHoro PTK B 3aBUCHMOCTM OT NpEeUMMYLIECTBEHHOMU
JIOKaJIU3alud — IUCTAJbHBIM M IpokcuManbHBIH [6]. Hacnen-
crBeHHbI PTK, nokanusyroomuiics B OUCTalbHBIX OTZAENaX
TOJICTOW KHILIKH, C BBICOKOIl J0Je#l BEpOSTHOCTH XapaKTepH-



Puc. 3. Ilo3utuBHOE OKpalimBaHUE€ LOUTOIJIa3Mbl OIYXOJC-
BbIX KJIETOK MOHOKJIOHAQJBHBIMHU aHTUTEJIAMHU K Kap-

HUHOOMOPHOHATBHOMY aHTHUIEHY.
VB. 400, UMMYHONEPOKCUIA3HBIH METO[.

3yeTcs aHeyrmouaHbiM Habopom JHK, myranusMu reHoB
APC, TP53 u K-ras u Gonee arpeccuBHbIM TedeHueM. I[Ipoxcu-
manbHbelii PTK umeer aunnounnsiit Habop JHK, xapakrepu-
3yeTcsl MHKPOCATEJIMTHOH HECTaOMJIBHOCTBIO M TEYeT MEHee
arpeccuBHO. CeMeHHBIH aJeHOMATO3HBIH IMOJHUIIO3 U 0O0Jb-
IIMHCTBO criopaaudeckux ciaydaes PTK Moryt ObITh OTHECEHBI
K IEepBOMY BapHaHTy, B TO BpeMs KaK HAaCJICJCTBCHHBIH, He
CcBSI3aHHBIN ¢ cuHapoMoMm nosunos3a, PTK — ko BTopomy.

HaciiencTBeHHBIH, HE CBS3aHHBIH C CHHIPOMOM IOJIUIIO-
3a, PTK, BxurouumBmuii B cebs cuuapomsl Jlunua 1 u 2,
BbIJIEJIGH B OTAenbHbIA cunapoMm (OMIM* 120435—6) ¢ ayro-
COMHO-JIOMHHAHTHBIM THIIOM HacjienoBaHus. boibHbIE H3
ceMeil ¢ HaclIe[ICTBEHHbIM, HE CBA3aHHBIM C CHHAPOMOM IIOJIH-
no3a, PTK umetor Bbicokuit puck passurus PTK (70—85%),
paka matku (50%) M pakoB JpYrux JioKanu3auui (HUXKe
15%). PTK uacto aumarHocTupyeTcs B MOJOJOM BO3pacTe
(cpenunii BoszpacT 45 5eT) M B */, clydyaeB JIOKaIM3yeTcs B
[POKCUMAJIBHBIX OT/eNaX TOJCTOH Kuimku. CHHXPOHHBIH HiIn
meraxpoHHbslii PTK oOnapyxkusaercs y 35% OOJBHBIX.
B Gonee uem 90% cayuaes PTK mmeer MHKpOCATEIIUTHYIO
HECTAaOUIBHOCTD.

K maroioro-aHaTOMHYECKHMM OCOOCHHOCTSM HAcIeICTBEH-
HOro, He cBA3aHHOro ¢ noiuno3om, PTK oTHocATcs cienyio-
mue: 1) NmpeuMyIleCTBEHHAs JIOKAJIW3alus B NPOKCHMAaib-
HBIX OTJeNaX TOJCTOH Kumku (npubnusurensHo 70% ciaydaes
JIOKAJIU3YITCAd HNPOKCHMallbHEEe CEJIe36HOYHOTO HM3rubda Toi-
croil kuikn); 2) mHoxectBeHHbIH PTK; 3) BblcOkMii mpoueHT
causucteix PTK, nuskonunddepennuposanneix PTK u PTK ¢
BbIp@XEHHOW nuMdonurapHoil uHduibTpanueii u obpasosa-
HUEM JUM(OMIHBIX CKOIUICHMH Ha TIPaHMIE ONYXOIH C OKpY-
KAIOMKUMH  TKaHIMHU.

B Hamem ciydae Mopdosoruueckas XapakTEpPUCTHKA OITy-
XOJIM IOJHOCTBIO COOTBETCTBYET IPHUBOAMMBIM KPUTEPUSAM Ha-
CIEJCTBEHHOT0, He cBsA3aHHOro c¢ monunoszom, PTK. B momb3y
HACJICJCTBEHHOI'0 XapakTepa 3a00JeBaHUS MOTYT CBMJICTEIIb-
CTBOBATh JaHHbIC CEMEHHOIrO aHaMHE3a O CMEpPTH JAEYLIKU
peGeHKa OT paka HPsAMOIl KHIIKH B MOJOAOM BO3pacTe.

B3rmsin va PTK y perell kak Ha HaciieAcTBeHHOe 3abosie-
BaHHE IOMOTaeT OOBACHUTH TOT (akT, 4To MOP(HOIOrHYecKue

BAPHUAHTHI, OIHUCHIBAEMbIC Yy JACTEH, BCTPEUYAIOTCA TOJBKO
y 15% B3pocnbix GonbHbix ¢ PTK [4]. BaxHOCTh AnMarHocThku
HACJEACTBEHHOIO, HE CBA3AHHOIO C CHHAPOMOM IIOJIMIIO34,
PTK npoaukroBaHa HEOOXOIMMOCTBIO F€HETHYECKOI'O KOH-
CYJIbTHPOBAHMS BCEX UWICHOB CEMbM, a TAKKE IMOSIBUBIIMMUCS
B IOCJIeJHEE BpeMs JaHHBIMU JMTEpaTypbl [9], B KOTOPBIX
MO0Ka3aHO, YTO AaJbIOBAHTHAS XUMHUOTEPANMs C HCHOJIB30Ba-
HUeM (ropypaunmiia okasanach Hed(p(EKTHUBHONW B cllydasx

BripaxkeHHas ITUMQPOTHCTHOUTAPHAS
Ha TpaHULE ONYXOJIH C OKPYXAIOUWIUMU TKaHIMH.
MMMYHOTUCTOXMMHYECKOE OKpPAIIMBAHHE C MOHOKJIO-
HaJIbHBIMH AHTHTEIaMHU K OOIIEeMY JIEHKOLHMTapHOMY
AHTHUTECHY.

VB. 100, ”MMYHONIEPOKCUIA3HBIH METO.

HHQUIBTPALUS

HacJEICTBEHHOTO, HE CBA3aHHOTO C CHHIPOMOM IIOJIHUIIO3a,
PTK. DTtu naHHBIE HECKOJBKO PacXoIsATCS C JIy4IIedl BBDKH-
BAEMOCTBIO OONBHBEIX [8] M TpeOyIOT NanbHEHINETO H3yUCHHUS.
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*OMIM (Online Mendelian Inheritance in Man) — MurepHeT-6a3a JaHHBIX [0 MEHJIEICBCKOMY HACIEIOBAHUIO y YEIOBEKa.

http://www.ncbi.nih.gov/OMIM.




