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Beenenue

Cpenu HACJIEICTBEHHBIX 3a00sieBaHM, MpeApacoiaratoIinx K
BO3HUKHOBEHUIO OIYXOJIEM Yy YEJIOBEKAa, CaMbIM PACHPOCTPAHECHHBIM SIBJISIETCS
Heripopudpomaroz (HD). B nureparype ommcaHo BcCero BOceMb «THUNOB» HO,
OJIHAKO B TMoclieHee BpeMsi OoNbIIMHCTBO K3 HUX (momumo H®D2) cuumrarorcs
aboptuBHbIMU ¢dopmamu H®D-1 u B KadecTBE CamMOCTOSATEIBHBIX HO30JIOTHYECKUX
(dhopM HE BBIACISIIOTCS.

Heiipopuopomaroz 1 (HP-1). JlamHoe 3abojieBaHue OBLIO OINKMCAHO BO
BTOpOo mnosioBuHe XIX Beka psaaoM wuccienosarenei, B ToM uuciae B 1882 .
yueHuKoM BupxoBa ¢oH PekimHrxay3eHoMm. YcTapeBIIME Ha3BaHUS JO CHX IIOp
BCTPEUAIOTCS B JHUTEparype: «Oone3Hb PexnuHrxayszeHa», nepuQepuuecKuii
Heripopubpomato3. HD-1 sBasieTcss ayTOCOMHO-IOMHHAHTHBIM 3a00JICBAaHHEM H
BCTPEYAETCA OJMHAKOBO YaCTO Y MYKYHMH M JKEHIIMH — npumepHo y 1 m3 3500
HOBOpOXJeHHbIX. Crneayer oTmetutb, 4to B 50% cinywaeB H®-1 sBisercs
HacneACTBeHHbIM, a B 50% — Kak pe3yibTaT CHOHTaHHOW Mytanuu. Yacrora
myTtanui rena HO-1 sgBisgeTcs camoil BBICOKOM U3 U3BECTHBIX T€HOB YEJIOBEKA.

3aboneBanue obnanaer noaHou (100%) meHeTpaHTHOCTHIO, T.€. OOJBHBI BCE
HOCHUTEJIM MATOJOTHYECKOr0 T€HA, HO IKCHPECCUS I'eHa, T.€. CTENEHb BBIPAXKEHHOCTH
BBI3BAHHBIX T'€HHBIM JN€(PEKTOM HapylIeHU pasziuuHa. Tak, Jaxxke B OJHON CeMbe

MOTYT HaOJIOAAThCs KaK CIa0OBBIPAKEHHBIC, TaK U TsDKEJbIe ciaydan Oonesnu. [Ipu
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Hammunn H®-1 y omHoro wu3 poauTeneld pPHUCK HACIEIOBAHHUS PEOCHKOM
MaTOJIOTHYECKOTro reHa cocrapisieT 50% , a eciu y oboux poaurenein — 66,7%.

H®-1—renernueckuii nedekr nokanuzyercsa B 30He 11.2 17- XpomMocoMBI
(17q11.2). Ten H®-1 xomupyer cuHTe3 Oenka — HeWpopuOpoMrHa, KOTOPBIN
y4acTBYeT B HMHAKTUBALMU OEJIIKOB-IIPOMOTOPOB (ras-mpoT€rHa U €ro aHajoroB),
oOecrieunBasg TeM CaMbIM JUHAMUYECKUWA KOHTPOJIb KJIeTOYHOro pocra. I'en HD-1
SABJISIETCSI OJAHUM W3 OCHOBHBIX TI'€HOB-CYNPECCOPOB OIYXOJIEBOTO pPOCTa s
npumepHo  30%  TkaHed ~ opraHuM3mMa  4elOBE€Ka, B  IEPBYIO  OuYepelb
HEHPOIKTOAEPMAIIBHOIO MPOUCXOXKICHUS, Npoiaudepanuss KOTOPBIX OIPEHEseTCs
CHUCTEMOU ras-npoTenHOB. B octanbHbIX TKaHAX reH HP-1 HeakTuBeH.

CMmeleHre paBHOBECHUSI pOCTa KJIETOK B CTOPOHY IpoJinpepanuy MPOUCXOAUT
npu noBpexaenun resa H®-1 B oanoii u3 xpomocoM 17-i1 mapel, korma 50%
CHUHTE3upyeMoro HenpopubpomuHa craHoBsATCS nedeKkTHBIM. B TO ke Bpems
OCTAIOIIUICS HEMOBPEXKICHHBIM aJUIeNIbHBIM  (Haxojsuuics B napHoil 17-i
xpomocome) reH HD-1 obecnieunBaet cunte3 50% HOpMaibHOTO HelpohudpomMuHa u
BBIPQKCHHOCTh ~KJIMHUYECKUX TPOSBICHUN Helpopubpomarosa ompenensercs
COCTOSIHUEM OOIIEro NPOTHMBOONYXOJIEBOTO HMMYHHUTETA OpPraHH3Ma U MOXET
pa3nuyaThbesl B IIUPOKOM JIMANA30HE, HO BO3HUKAIOUIUE MPU 3TOM HEOIUIa3uu OynyT
noOpokadecTBEHHbIMU. B ciyyae yTparsl HOpMaibHOro ajmuiesibHoro rena H®-1, uro
MOKET OBITh PE3yJbTATOM JTUOO CIOHTAHHOM T€HHOW MyTaIuy, MO0 yTpaThl MapHOM
17-i1 XpOMOCOMBI, T.€. NIPU MOTEPE KIETKON IeTEPO3UTOTHOCTH, B CBA3U C I'PyOBIM
HapyIICHHEM TMpolecca WHAKTHBAIIMM  ras-MPOTEMHOB HAYMHAETCA  OypHBIHA
HEKOHTPOJIMPYEMBI pOCT KiIeTKU. Takum o0pa3oMm, BO3HUKAET 3JI0KaYeCTBEHHAs
OMyXOJIb, Yallle MHUEJIOUJHOTO ps/ia, WIH 3JI0KAYECTBEHHAs OIYyXO0JIb 000J0YeK
nepudepuueckoro Hepsa (malignant peripheral nerve sheet tumor — MPNST), panee
Ha3bIBaBILIAsACS HEUPOPUOPOCAPKOMOIT MIIH HEHPOOIACTOMOM.

Huarno3z HO-1 ycranaBiauBaeTcss HA OCHOBAHWU BBISIBJICHHS JIBYX U Oojiee U3
HIDKE TEPEUMCICHHBIX TPU3HAKOB: IATHA IBETa «KO(PEe C MOJIOKOM» Ha KOXKE,
HelpoguOpombr MOO0TO THIMA, TUNEPHIUTMEHTAIMHM TIOJMBIITHOW WM TaXxOBOM

oOnacTeil, TIJIMOMBI 3pUTEIBHBIX HEPBOB, Y3€JIKM Jluma (MUrMEHTHUPOBAaHHBIE
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ramMapToMbl pPaay>KKH), KOCTHbIE€ AHOMAJWU (MCTOHYEHHS] KOPTUKAJIBHOIO CIIOS
TpyO4aThIX KOCTEW, YacTO HPHUBOJAAIIEIO K (POPMUPOBAHUIO JIOKHBIX CYCTaBOB,
JUCIIJIA3UM OCHOBHOW KOCTH), Hanuuusi npsmoro pojctBeHHuka ¢ HD-1. Crnenyer
OTMETUTH, YTO MEPEUUCICHHBIC MPU3HAKH MOTYT HAOII0JaThCs B JIIOOOM COYETaHUH,
HO HM OJIMH M3 HUX CaM I10 ce0e He SBIISIETCS TOCTATOYHBIM I quarHoctuk HO-1.

B GonpmmmncTBE cmydaeB H®-1 ocymiecTBisercss AMHAMUYECKOE HAOMIOACHNE
WIM NPOBOJUTCS JIydeBasi Tepanusi, 0e3 Ouorncuu. AJEKBaTHO NPOBEICHHAs JTy4YeBas
Tepanusa 00eCreYnBaeT OTCYTCTBUE POTPECCUPOBAHUS OIYXOIH WU CTA0MIN3AIIHIO,
WIN yIy4YlI€HUE 3peHHUsl Yy OOJydeHHbIX OONbHBIX. OIHAKO CpedHss AJIUTEIbHOCTb
peakluuy Ha JIy4eBYIO Tepamnuio (T.€. YMEHbBIICHHE pa3MEPOB OMYyXOJIHM MUHUMYM Ha
50%) cocraBiiger okoso 6 jer. COOTBETCTBEHHO MOKa3aHUs K ONEPALMH BO3HUKAIOT
IPU OMYXOJISAX, (POPMUPYIOIIKX OOJBIINE MHTPAKPAaHUAIbHBIE Y3JIbl CO C/IABJICHHUEM
TUAHIE(PATBHBIX CTPYKTYpP, BBI3bIBAIOIIUX BHYTPUUEPENHYIO TUIIEPTEH3UIO WU
3HAYUTENbHBINA SK30()TaTbM.

Heiipoguodpomaros 2 (H®-2). Oror Tun 3adosneBanus Bcrpevyaercs y 1 u3z 50
000 HOBOpOXk/IEHHBIX. PaHee OH Ha3bIBaJCS LEHTPAIbHBIM HEHMpOo(hUOPOMATO30M U
paccmaTpuBalicsl Kak BapuaHT «Oosie3HM Pexnmnrxaysena». MonekymiasipHO-
FeHETUYECKUE MCCIIEOBaHUS OOHAPYKUIIU MPUHLIUIIUAIIBHBIE OTIMYMS B MATOT€HE3E
H®-1 u H®-2. Ceituac monaraioT, 4TO 3TO COBEPIICHHO pa3Hbie 3a00JeBaHMUS,
Tpedyromme qudPepeHIIMPOBAHHOTO KIMHUYECKOT0 MOAX0/a.

I'en H®-2 pacnonoxen B 22-ii xpomocome (22ql2) u Koaupyer CHUHTE3
JIPYroro cympeccopa OIyXO0JIEBOTO pocTa — Oelka MepiuHa WM IIBAHHOMUHA.
MepiivH 10 CTPYKType U CBOWCTBAM OYEHb OJIM30K K TPEM TOMOJOTHYHBIM O€JKaM:
MOA3MHY, I3pUHY M paaukcuHy (oTkyaa u Ha3zBanue MERLIN — Moesin Ezrin
Radixin Like protein). Bce 53t Oenku GyHKIIMOHUPYIOT Kak MeMOpaHHbIE
OpraHu3aTopsl M  00ecneuyMBalOT B  MEPBYI0  OYepelb IOCTPOEHUE U
(GYHKIIMOHUPOBAHUE KJIETOUYHOI'O CKelieTa (CUCTEMbl MUKPOTpyOouek). Hanbosnbiiee
3HaueHne MERM-npoTenHsl MMEIOT B PEryJMpOBaHUU Mposidepaluud KIETOK
HEHPOIKTOAEPMAIBHOIO MPOUCXOKACHUS.

ITockonbky MERM-npoTenHbl MeHee 3HAuMMbl B IIPOLECCE PEryJIsLUU
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KJIETOYHOTO POCTa U BO MHOTOM TMOBTOPSAIOT (YHKUMU JOPYT JApyra, MyTalus
KOJIMPYIOIIEro CuHTe3 MepiinHa reHa HP-2 Ha KIE€TOYHOM ypOBHE HE INPOSBIIETCH,
T.K. CHI>KeHHE cuHTe3a mepinHa Ha 50% Huenupyercss ERM-nporennamu. Ilpu
NOBpPEXJeHUN aienbHoro reHa H®-2 (B pe3yibrare «BTOPOrO T'€HETHYECKOIO
COOBITUS» — CHUMMETPUYHOW MYTAallMM WM [OTEPU TeTEPO3ZUTOTHOCTH MO 22-i
XPOMOCOME) CUHTE3 HOPMAJILHOTO MEPJIMHA B KJIETKE MPEKPAIIAEeTCsl, JUHAMUYECKOE
paBHOBECHE PETYJISIMUU POCTAa CMELIAETCS B CTOPOHY Hpojudepaluuyd U BO3HHUKAET
N0OpPOKAaYEeCTBEHHBIH, OITyXOJIEBBIM POCT.

Takum o6Opazom, H®D-2 dopmanbHO SBISETCS ayTOCOMHO-TOMHUHAHTHBIM
TEeHETUYECKUM 3a00JIeBaHHEM, HO HOCHUTEIH JAEPEKTHOro TeHa 0 BTOPOTO
TEHETUYECKOr0 «COOBITHSD) SABISAIOTCS (PEHOTHUINMMYECKH (KIMHUYECKH) 30POBBIMH.
Bosnukaromme npu H®P-2 onyxonu ABIAIOTCS  J0OOPOKAYECTBEHHBIMHM, HO
ouonornyecku Ooisiee arpeccuBHbIMHM, uyeM mpu H®-1. BeposTHOCTh pa3BUTHA
aCCOLIMMPOBAHHBIX 3JI0KAYECTBEHHBIX OIyXxojeil y 0osnbHbIx ¢ HD-2 yBennuuBaercs
HE3HAYUTENBHO.

Jlns ycraHoBieHUsI KiIMHUYecKoro auarno3a H®-2 HeoOXxonumo BBISIBIICHHE
0oIHO- Wiu aBycTopoHHUX HeBpuHOM VIII Hepma (aOCOMIOTHBINA MUArHOCTHYECKHIMA
KpUTEPHUiIl) UM HaJIU4ue NpsAMOro poiactBeHHHka ¢ HD-2 u nmubo ogHOCTOpOHHEM
HespuHoMmbl VIII HepBa, mubo couetaHus AByX U3 CIEAYIOUINX — HEUpoPuOpPOMBI,
MEHHMHTHOMBI, TJIMOMBI, IIIBAHHOMBI, BKJIIOYas CHUHAJIBHYIO, IOBEHUIBHOM 3adHEN
CyOKancyJsspHOU JIEHTUKYJISIPHOW KaTapaKThl MM IOMYTHEHUS XPyCTAIHKA.

[MIpumeprno y 80% Oompabix H®-2 BBIABIASAIOTCS MsITHA LBETa «Kode ¢
MOJIOKOM», HO OHU JUAarHOCTUYECKOI0 3HAYEHUsI HE UMEIOT.

[IpuHnnnuansaeiM otiinuneM omnyxosied VIII mepsa npu H®-2 sgBusgercs ux
TUCTOJIOTUYECKAsT CTPYKTypa (3TO TOJBKO IIBAHHOMBI, TOTJa KAaK CIIOHTAHHBIE M
cBszanHbie ¢ HO1 omyxonmu moryTt ObITh W HelpoduOpomamu) u XapakTep pocTa.
Ecin He cBsazanHble ¢ H®-2 HeBpUHOMBI M HEHPO(GUOPOMBI TOJBKO CMEILAIOT
CyxoBou HepB, TO npu H®D-2 omyxonp B BHJIE BUHOTPAAHBIX T'PO3ABEB YacCTO
pacrpocTpansercs Mexay BojnokHamu VIII HepBa, 4TO 3aTpyaHseT cOXpaHEHHe

clyXa y OTHUX ooapHBIX. Ecmm CIyX COXpaHUTb HC YyIaJlOCb, B OTHOHICHWH
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OCTAlOIENCsl HEBPUHOMBI PEKOMEH/IYETCsl BbKUAATEIbHASL TAKTUKA, IPU HApACTAaHUU
CUMIITOMATUKA — YaCTUYHOE YJaJeHUE OIMyXOJih (B CBS3U C BBICOKUM PHUCKOM
pa3BuTHs TIIyXOThl). Ecnum oOHapyXWBaeTCs OMyXOJib Ha IIIEHWHOM YypOBHE, OHa
yAQISIETCS B IEPBYIO OUEPE/Ib.

CoOcTBeHHbIE KJIMHNYECKHE TaHHbIE

C yyeToM penkocTu HelipohuOpoMaro3a B KIMHUYECKON MPAKTUKE, TPUBOJIUM
COOCTBEHHBIN CTy4aid.

bonwsnoii K., 1967 rona poxaenus (36 net), ¢ 1987 r. oTMeuaeT nosBIICHUE U
HapacTaHue oO0miel ciaboCTM B BEPXHUX M HIDKHMX KOHEUYHOCTSX, YXYIIICHHUE
3perus. [IpoBoINUIOCE CUMIITOMAaTHUECKOE JIEYEHHUE IO MOBOJAY MOJHUHEUPOINATHH C
KpaTkoBpeMeHHbIMU yiyuiieHussMu. C 1994 1. mosBIIMCH aTpO(HM MBIIII BEPXHUX
Y HUKHUX KOHEYHOCTEH, MPOrPECCUBHO YXYIIIAIOCh 3pEHHE, MOSBUIICS K30 TaIbM,
BO3HUKJIM OITyXOJIeBble 00pa3oBaHus B 00JIaCTH BEK, Ha I1iee ¢ o0eux ctopoH. B 1998
I. BBIIIOJIHEHA KOCMETHMYECKAs OIepalus — YACTUYHOE YNAJIECHHE Y3J0B MOJ
BEPXHUMH BeKaMHu 000X TJa3. ['McToiornuyeckoe ucciieJOBaHUE HE BBIMTOIHIIOCH. B
nanbHeleM He oOcneaoBalics, HE Jieyuwics. B cBsi3u ¢ HACTyNMBIIEH CIEnoTol Ha
NpaBblii  TJla3, yCUJUBIIEHCS ciiabocThio jisg  obcnenoBanus  14.02.04 .
rocnutanu3uposad B ' BKI" um. bypaenko.

ObvekmueHno: o0IIee COCTOSIHUE CPEIHEW CTENEeHW TSHKECTH, IMOHMKEHHOTO
nuTanus. KoKHble TOKpPOBBI YHKCTHIE. BBIpaKeHHBIN HSK30(TAbM, OIyXOJEBbIC

KOHTJIOMEpaThl B 00J1acTH BepXHUX U HWKHUX Bek (Puc. 1).

Puc. 1. bonsHoit K. omyxosneBbie KOHTIIOMEpaThl B 00J1aCTH BEPXHUX U HUKHUX BEK.

Huctpoduueckoe TMOMYTHEHHE POTOBHIIBI OO0OMX TJa3, OOYCIOBIEHHOE



garoptaneMoM. YactuuHas aTpodus 3pUTEIBHOTO HEpBa MPaBOro  rjasa.
Bripaxkennas runepreH3us B 000ux riazax. B o0mactu OOKOBBIX MOBEPXHOCTEH IIEH
C 00enx CTOpPOH OIyXOJIEBBbIE Y3JIOBBIE IUIOTHO-3JIACTUYHBIE, 0€300JIe3HEHHBIC
koHrnomepatsl 10 8-10 cm. Beipaxkennas muddys3Has runoTpopus MBI,
YMepeHHO  BblpakeHHbId — Terpamape3. 19.02.2004r. BblosiHEHa — Ouoncus
OITyXOJIEBOI'O KOHIJIOMEpaTa Ha Ilee CIIpaBa.

T'ucmonozuueckoe 3axkniwuenue: NOOPOKAYECTBEHHAs] OIyXOJIb, MMEROIIAs
ctpoenue Hedpopubpomel. [Ipu MPT ronsoBHOro Mosra ompeaessieTcss Haaudue
MSITKOTKAQHOTO KOMITOHEHTa B MPOEKIMH OPOUT, TaiiMOPOBBIX Ma3yXx 0e3 MPHU3HAKOB

npopacTaHus ria3Hbix 510510k (Puc. 2).

Puc. 2. BoisiBieHHE MATKOTKAHOTO KOMIIOHEHTA B MPOEKIIMU OpOUT

He uckimroueHo HalMunMe MSATKOTKAHOTO KOMIIOHEHTa B JAypallbHOM MEIIKE Ha
ypoBHe C5-6 MO3BOHKOB C MPU3HAKAMU aTPOPUUYECKOro MpoIlecca B CIIMHHOM MO3Te.
[Tpn KoMIbIOTEPHOU TOMOTpaduK OpraHoOB rPYIHOM MOJIOCTH — KOCTaJIbHAS TIJIEBpa
¢ 00eux CTOPOH IUIAICBUIHO YTOJIIEHA C MACCUBHBIMU OyXTOOOpa3HBIMU
HarnarjacToBaHUsAMU 10 16-18 MM, BHEAPSIOMMMUCS B IJIALIEBUIHBIE 30HBI JIETKUX,
B 00JIaCTH BEpPXYIICK MaTOJOTHYECKUI YYaCcTOK Ha aluKaJdbHOU TUIEBpE 110 35 MM,
aHAJIOTMYHBIE pa3pacTaHus Ha MEIMACTUHAIBHOMN TUIEBpe. B MeBpaibHBIX MOJOCTIX
HeOoJIbIIIOe KOJUYeCcTBO KUAKOCTU (15-17 mm). BHyTpurpyaseie iumdbarudeckue
y31bl 40 15-17 MM, noaMbliiednsie - 10 15-18 MM, BepXHHUE OTIEJIbl TOAMBIIIEYHBIX
BIIAJIMH BBINMOJHEHb JU(dY3HO paszpacTarolieiics MaToJOrHYecKo TKaHbio. [lpu
KOMITBIOTEPHOW  TOMOTpaud  OpPraHOB  OPIONIHOW  TOJIOCTH  OMNPEIEISIOTCS

MSTKOTKaHO-KHIKOCTHbIE pa3pacTtanus a0 18-20 MM Ha MpPUCTEHOYHOU OpromIMHE,
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10 33JIHEMYy Kparo IMEYeHH, MOYeK, 0coO0eHHO Ha ypoBHe L1-2. OHm mydTo0oOpa3HO
PacCIpOCTPAHSIOTCS BOKPYT HUYKHEW MOJIONM BEHBI M OPIOIIHOM aopThl, a JUCTaJIbHEE
MIPAKTUYECKU BBITIONHSIOT MOJOCTh Majoro ta3a. Ha ypoBue L2 Ha 2/3 3amemator
OOJIbIIIME TOSCHUYHBIE U TMOSCHUYHO-NOJB3AOIIHBIC MBIIIILI. MBIIIIBI COUHBI Ha
ypoBHe Th7-L5 nHGUIBTPUPOBAHBI ¢ HATMYKAEM THIIOJCHCHBIX o4aroB 70 10-12 mwm.
PazpacTanust naToIOru4ecKoi TKaHu UMEIOT MECTO U B TIO3BOHOYHOM KaHaJe€.

[Ipu penrreHorpadguu rojeHEH OTMEYEHAa yMepeHHas ayrooOpa3Has
nedopmanys MajgoO0EpIOBBIX KOCTEH C HMCTOHYCHHEM KOPTHKAIBHOTO CIIOST M
KOMIICHCATOPHBIMH TMPUKOCTAIBHBIMU HACJIIOCHUSIMU CXOJHBIMU TI0 CTPOCHUIO C
ry04aThIM BEIIECTBOM KOCTH, YMEPEHHO BBIPaKEHHBIN 0CTEONIOPO3.

MonekyasipHO-T€HETUYECKUE HCCIEIOBaHUsI HE MPOBOJUIUCH, HO YUYUTHIBAS
KJIMHUKY 3a00J€BaHus, JMarHocTupyercss HelpoguOpomaTo3 2 Tuna. bonbHOM
O0CYKJIEH Ha KOHCWIMYME BEIyIIMX CHeUalucToB rocnutans. llannuaruBHoe
XUPYPruyecKoe JICUEHHUE TMPU3HAHO TEXHUYECKH HEBBINMOJIHUMBIM. [IpoBeneHue
Jy4eBOM Tepanmuu HE IMOKa3aHO B CBSI3M C OOUIMPHOCTBHIO MOPAKEHUS, BBICOKUM
PUCKOM pa3BUTHSl TMOJHON cienoThl. boiibHOW HyxJaeTcss B HaOMIOACHUU U
CUMIITOMATHYECKOMN Tepamnuu.

[IpuBenennoe Hamu HAOMIOEHNWE SBISACTCS YHUKAIBHBIM. JlampHewnmme
UCCIIEJIOBAHUSI B OSTOM HampaBJIE€HHWU, HECOMHEHHO, OYIyT CHocoOCTBOBaTh
pacCIIMPEHUI0 TMPEACTABICHUM O MEXaHU3MaX pPa3BUTUSL JTAaHHOTO 3a0o0JieBaHUS,
pa3paboTKe HOBBIX MOIXO0I0B K MPO(PMIAKTUKE, PAHHEH THATHOCTUKE U JICUCHUIO.
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