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V3 «17-9 neTckas KIMHUYECKas IIOJIUKINHUKA» I'. MUHCKa

bonesns Jlepmutt-Jlykioc sBisieTcs peAakuM 3a00JIEBAHHEM C ayTOCOMHO-JOMHHAHTHBIM
TUrioM HacienoBanus. Ciydail JaHHOTO 3a00JieBaHUsI UMeN MecTo B Hamield PecmyOnuke. [lenpio
KJIMHUYECKOro 0030pa SBIISETCS 3HAKOMCTBO NPAKTHKYIOIIMX Bpadel ¢ KIMHUYECKUMU TMPO-
SBIICHUSIMU 3a00JI€BaHNUS, YTO TIO3BOJIUT CBOEBPEMEHHO TUArHOCTUPOBATH JAHHYIO ITaTOJIOTHIO.

KimtoueBsie cioBa: Oosiesub Jlepmurr-Jlykiioc, aucracTU4eckas TaHTIHMOIUTOMA,
HacliegcTBeHHoe 3a0omeBanne, PTEN-reH, k1uHuKa, IHAarHOCTHKA.

bonesns Jlepmutr-ZlyKkioc, mo ApyroMmy M3BECTHas KaK JUCIIACTHYECKAs TaHTIHMOLUTOMA
MO3KEUKa, BIepBbie ObiIa quarHoctupoBaHa B 1920 roxy Lhermitte n Duclos. B nocnenyromue
TOJIbl JaHHOE 3a00JeBaHue onuchiBaM MHOTHE yueHbie: B 1930 roay — Bielschowsky u Simons, B
1937 roay — Christensen, B 1943 rony —Duncan u Snodgrass, B 1969 ronxy — Ambler, B 1991 roxy
— Padberg u apyrue. Ota 607130 UMH YIIOMHUHATACh Kak AU y3Hast TAHTTTUOIMTOMA MO3KEIKa,
NypKHHOMA, raMapToMa, TUCIUIACTUYEeCKash TaHTJIMOMUTOMA, AU Qy3Has TaHTITMOHEBpOMA U TH-
nepTpodus 3€pPHHUCTOTO CIIOSI MO3kKeuka. Bcero B smrteparype ommcano npubmmsutensHo 220
ciydaeB 6osiesnu Lhermitte-Duclos[13].

3a0osieBaHME HACIENyeTCs] M0 ayTOCOMHO-JTOMHUHAHTHOMY THITYy M BO3HHKAE€T BCIJIEICTBHUE
mytanuu reHa PTEN B xpomocome 10023.31. [IpubmmsurensHo 90% O0npHBIX C aucILUIac-
TUYECKOM TaHTJIMOIMUTOMOM MO3KEUKa MMEIOT MYTaIMIO B JAaHHOM I'€HE MU €T0 IPOMOTOPaX.

I'en PTEN (phosphate and tensin homologie) BrepBbie ObUT OOHAPYXKEH KaK OIYXOJIEBBIN
cympeccop B raumome. Ero comaTudeckne MyTalWd HCCIEAOBATENN aCCOUMHPOBAIN C TJH-
00JacTOMOM, MEITaHOMOW, OJHIOMETPHAIBHBIM U MPOCTATUYECKUM pakoM. [eH Koaupyer
mumuaHyo ¢ocdarazy s gocharnamimHo3uTos — 3 — KHHA3bl, MOJAABIsAET (HOPMHUPOBAHHE
CepUH/TPEOHNHKHUHA3BI, M3MEHSET MyTh (QochaTunuiarmHO3UTON -3-KUHA3bl U TaKHUM 00pa3zom
ycuiuBaer anonros [8, 14,15].

PaccmarpuBas mpupoay 3aboneBanusi, MHeHHE Lhermitte u Duclos o vem 3akirouanoch B
TOM, YTO JMArHOCTHPYEMOE€ MAaTOJOTHYECKOe 0Opa3oBaHWE B 3aqHEH YEPEemHON SIMKE - 3TO
KOMOHMHAIMST BPOXKICHHOTO TOPOKAa DPAa3BUTUS W HEOIUIa3Mbl, BO3HHUKAIOMIEH W3 TaHTJIMO3HBIX
kieTok [13].

B Hacrosimee Bpemsi qokazaHo, yto Oosie3Hp Lhermitte- Duclos —sTo ramaproma, a He
onyxoab [7]. JduddepennuanbHas AWarHoCTHKa TaMapTOM M HeEOIUIa3M Oa3upyeTcs Ha Co-
XpaHEHUH PACIHOJOKEHHUS TUIACTUHYATHIX CTPYKTYp MO3KEUYKAa IPHU BPOXKACHHBIX IOPOKax
pasButus. s Gonesnu Lhermitte-Duclos e xapakTepHBI KHUCTO3HBIE 00pa30BaHUs, KOTOPBIC
0OBIYHO ACCOIMUPOBAHBI C OTYXOJISIMH.

Hekotopbie aBTOpBI OMUCHIBAIOT 3TO 3a0ojeBanue B couetanuu ¢ Cowden-0omne3Hbio, 1o
JAPYroMy Ha3bIBaéMOM KakK “MHOXECTBCHHBIH TramMapTOMHBIH cuHapom”. Cowden-Oomne3Hr —
pPEIKHIl ayTOCOMHO-AOMHHAHTHBIM CEMEWHBIA pPAKOBBIA CHHAPOM C BBICOKOM CTEIEHBIO
NEHETPAHTHOCTH W 3HAYUTEIBHBIM PHUCKOM pPA3BUTHS paka MOJOYHOM xenes3bl. KnmHnuecku
00JIe3Hb XapaKTEPHU3yeTCs MHOKECTBEHHBIMU raMapToMaMiu. Pak MOJIOYHOH keJe3bl pa3BUBAETCS
npubnusuTenbHo B 30-50%, a pak muroBuaHOM kene3bl — B 10% cinydaes. B 1996 roay Nelen
obOHapyxwit red Cowden-6osesan B xpomocome 10022-23, yro yactuuno coBmamaet ¢ PTEN-
JokycoM. [IpecTaBieHHbI MOIIHBINA OMYyXOJEBBIN TeH- cynpeccop Obut HazBaH PTEN/MMACIL.
B HacTosmee BpeMsi ToKa3aHO, YTO OITyXOJieBble opaxkeHus pu Cowden-6one3Hr BO3HUKAIOT, B
OCHOBHOM, KaK pe3yJIbTaT BEPTUKAIBHO MepelaBaeMbIX MyTallli JJaHHOTO TeHa [2,6].

Tounas »THosorus u maroreHes Oose3nu Lhermitte-Duclos mo cux mop ocratorcs
HEU3BECTHBIMHU.



3aboJieBaHNE MOXKET PACIO3HABATHCS YK€ B paHHEM BO3pacTe, KOI/Aa IMOSBIISIFOTCS NEPBbIE
KJIMHAYECKUE MTPU3HAKHA MPOTPECCUPYIOLIErO Mpolecca B 3aJHEH YEPENHOUN sIMKE. [[IuTenbHOCTh
MIPOSIBJIEHUSI CUMIITOMOB OOJIE3HH KOJIEOJETCS OT HECKOJIBKHMX MECSLEB 10 MHOrux Jjer. Ilpu
JUCIUIACTUYECKON TaHTIMOLUTOME MO3XKE€4YKa HauOoJIbIlIee CKOIUIEHHE NaTOJOTMYECKHX KIIETOK
IIPOMCXOJUT, KaK MPABWIO, K TPETbEMY- YETBEPTOMY IECATUIIETHIO )KU3HM, YTO U BBIPAXKAECTCA B
0COOEHHOCTSIX TUHAMHUKH KIIMHUYECKOW CUMITOMATHKH [4].

KpanuanbHble HEpBHBIE Mapajlyd, aTakCUi — pe3yJbTaT OCTPOM JIMOO XPOHHYECKOU
rugpouedanuy, KIMHAYECKUE MPOSBICHUS TMOBBIIMICHUS BHYTPUYEPEIHOTO IABJIICHUS W APYTHE
HEBPOJIOTUYECKHE PACCTPOUCTBA ABISAIOTCA YACTBIMU CUMITOMAMH OOJIC3HHU.

C 6ouseznpro Lhermitte-Duclos B pazniuHO# CTeeHN acCOMUPOBAHBI MOPOKU PA3BUTHS H
pSI APYTUX MOPaXKEHUH, KOTOpBIE TIpeacTaBieHbl B Tabmmme 1 [13].

Ta6auma 1. [Topoku pa3BuTus, accorrpoBanHbie ¢ 6one3nnio Lhermitte-Duclos

Yacro Penxo Hpyrue nopaxeHus
BCTPEUYAOLIHAECS BCTPEYAIOIIHECS
IIOPOKH IIOPOKH
pa3BUTHL pa3BUTHL
Meranonedanus JIntioMeI [I{uToBHAHOM
KeJe3bl
['unpouedanus Hetipopubdpombr
CupuHromuenus I'emaHrnOMBI MoOJI0YHOM KENE3BI
CkeneTHble [Tanyne3nsie Mouenonoson
AHOMAJINH: BBICBI- CUCTEMBI
-IIOJINIAKTHIINS |[IaHUS HA SI3bIKE I'actponnTecTnHaNb-
-CUHJAKTUIIUSA I'mnepnnasuss  |HbIE pacCTPONCTBA
-JIALIEBas TIECHBI
aCCHUMETPUs




Puc. 1l KoMnbrOTepHaa TonMorpagusa:
BH3YaAM3HpYeTcs nartoaorMyeckoe obpa-
30BaHHe B AeBOM MOAYLUSPHH MO3XeyKa M
o6 CTPYKTHBEHAaS rMapouedans Ha YPoOBHe
Boaonposoaa. NMpucyTcTBYeT HeboAbLIOH

oyar KanbLUMpHMKaLMWM B LeHTpe
mopaXxeHHMs.

Puc. 2. MarHUTHO-pesoHaHCcHoOe
HcoccneqoBaHMe: Ha carrMranbHoM cpese
HabAroAaroTCH NaToNorMyeckoe obpasoBa-
HHe B AeBOM MoAYLUE P MM MO3MXeYKa, che-
WeHHe HaMeTa MOo3XKedKa KBepxXy, Kon-
npeccHsa BoAONpPOBOoA& M rMapoueganmsa.

Puc. 3. MarHHMTHO-pe3oHaHCHoOe
HMcoccocneqoBaHMe: Ha nonepe4YyHoM cpese
BBISBAEHO obpa3oBaHMe, HMeroLLee
MAGCTHHYaTYrO CTRYKTYRY M BHeLUHe Ha-
nmoMMHaroLWee «THFPOBYHD MOAOCKY>.

Prc.4.MarHMTHO-pe3soOHaHCHoOe
HcoccAeAoBaHMWe: Ha NonepeYHoOM cpese
npeacrasNneH HeAOCTaTOYHO BHMIVaAM3IH-
pyemMblH Y4acToK nartoaorMyecKoro ob-
pasoBaHHAa NP KOHTRaCTHRPOBaHMM ero
raaonMHMYyN oM.

alp>

MarHuTHO-pE30HAHCHOE HCCIICIOBAaHUE W KOMIIbIOTEpHass ToMmorpadusi  SBISIOTCS
HAWJTYYIIAMH UHCTPYMEHTAIBHBIMU METOJIAMH THAarHOCTUKH JaHHOTo 3a0oneBanus [3,5, 9,10,11].

B 1920 roxy Lhermitte u Duclos ommcanu ciy4vaii 3a0osieBanusi 36-JIETHETO MYXKYUHBI, Y
KOTOPOTO TMEPBbIE€ CHMIITOMBI IOSBHIMCh B JIECATUMECSYHOM BO3PACTe U KIMHUYCCKH
BBIPQKAIKCh OJHOCTOPOHHMM HapyIICHHEM CiiyXa cjieBa W OoissMH B oOiacTu 3aThuika. [Ipwu
OCMOTpE 32 HECKOJIbKO HEIENb O TOCIMHUTATM3AIMU 3TOT MAIlMCHT HUCIBITHIBAT MAPOKCHU3MaIbHOE
rOJIOBOKPY)KCHHE € MOBTOPSIOIIMMHUCS MMaICHUSAMH, aTAKCHIO, HSPBHO-TICUXUYECKUE PACCTPOMCTBA
C Je30pHMEHTaluell W HapylieHneM mnamsaTd. [Ipu rocrnurtanu3anuu y OOJLHOTO HAOJIIOAIUCH:
Iioxasi OPUCHTAIMsSI BO BPEMEHH M MPOCTPAHCTBE B COUYCTAHUH C JIU3ApPTpHeH (HapylieHHEM
apTHUKYJISIUK), HUCTarMbl (HETPOU3BOJILHBIC PUTMHUYECKHE MABYX(a3HbIC IBUKCHHUS TIJ1a3) U
MO3KEUKOBasl aTaKCUs BEPXHUX W HWKHHX KOHEYHOCTEW. Yepe3 HEIeN0 HEBPOJOTHYECKOE
COCTOSIHUE TAIlUEHTa YXYAIWIoCck. EMy He ObUla mpoBeeHa onepaius U, B pe3yjbTaTe, OH yMep
B KOMAaTO3HOM COCTOSHUH.



B 1937 romy Christensen mpencraBui jJaHHbIE O HEPBOM YCIICITHOM XUPYPTHYECKOM
BMEIIATENbCTBE NPH AMCIIIACTHYECKON TAHTIMOIMTOME MPABOTO MOJyIIapus MO3xkedka y 34-
JIETHETO MYXXYHMHBI, CTPAJaBIIETO JAaHHBIM 3a00JIEBaHWEM C INECTUIETHEr0 BO3pacTa. Y HEro
HAOMIOAaNCh. TOABEM apTEpUATHHOTO JaBICHHS B BHJAE MNApPOKCH3MOB, MPOSBISIOMIUNACS
CHJILHOM TOJIOBHOW 00JBbIO B 00JIACTH 3aTHUIKA, <JIETKHUE OTPBIBUCTHIC YAAphI» B 00EMX BUCOYHBIX
oOnacTsix, TOIMIHOTa W pPBOTA. NHOTAA MPHUCTYNbl NPUBOAWIM K TMOTepe co3HaHus. [lpwm
rOCIHUTAIN3AIHMH Y O0JBHOTO OBLTH OOHAPYIKEHBI: ABYCTOPOHHSS Manwniodaema (OTeK JUCKa 3pH-
TEJIFHOTO HEepBa), NUCOYHKIHMS TPOHHMYHOTO HEpBa ClIEBa M BSJIBIM IMapajind JHIa cripaBa. Bo
BpeMsl TPOBEICHHUS BEHTPUKYJOTpaQuH BBIABICHO CMEIICHHE YETBEPTOTO JKEIyJ0YKa H
BOJIOTIPOBOA BIeBO. [Ipu uccieqoBannu 3aHeil YepenHoil SMKH B 00JIaCTH MPABOTO MOIyIIapus
HaliIeHo 00pa3oBaHWE T'yCTOM KOHCHUCTEHIMH 0€3 YeTKWX KOHTYpPOB, HAIOMHHAIOIIEE TIIHOMY.
[TarmeHT OBLT MPOONEPUPOBAH M BBHIMUCAH U3 OONBbHHIBI Oe3 kamob. Ueped 18 mecsameB mocie
orepanuu OoH BepHyJcs K padore. [locnenyromee pa3Butue JaHHOTO 3a00JI€BaHHSI TIPOCIIEKEHO HE
obuto [13].

Takum o0OpazoMm, XHPYpPrHue€CKOE BMEMIATENbCTBO — 3TO €JIMHCTBEHHBIN CIOCO0 JIeUeHHS
MAIleHTOB C JWCIUIACTHYECKOW TaHTJIMOIMTOMOM Mo3xkedka. OJHAKO OTCYTCTBHE YETKHUX
OYEPTaHWH TATOJOTHYECKOTo 00pa3oBaHUs B TIyOMHE TMOJyHIapUi MO3KEYKa COCTABIISAET
OTPOMHYIO TEXHHYECKYI0O NpoOJieMy i BBINOJHEHHS ornepanud. J[aHHBI acmekT moA-
TBEPIKIAETCS TUCTOMATOJOTHYECKUMH HCCIEAOBAHUSIMHU, B PE3YJbTAaTe€ KOTOPHIX BBISABISETCS
OTCYTCTBHE TEPEXOJHOTO MOJISI MEXAY HOPMAJbHOW M MATOJOTHYECKOW KOPTHKAJIBHON TKaHBIO
[12]. BHemHe, B OTJIMYUE OT HOPMAJIbHON TKaHW MO3)KEYKa, MATOJIOTHYECKOe 00pa30BaHUE UMEET
OJieTHBIN [IBET U OYEHb YaCTO OHO HAXOJWTCS HE Ha MOBEPXHOCTH MO3KEUKA, a B €0 TITyOMHHBIX
yuactkax (cm. puc. 1-4) [1, 13, 16].

Mukpockornmuecku  Oone3np  Lhermitte-Duclos  xapakrepusyercsi  pacmupeHuem
MOJIEKYJISIPHOTO CJIOS, 3alOJHEHHOTO MaTOJOTHYECKUMH TaHTJIMO3HBIMH KJIETKaMH, OTCYTCTBHEM
ciosi kietok I[lypkuHbe u rumepTpodueid 3epHUCTOTO CJOs, a TakKe OTCYTCTBHEM MHUTO30B U
nposrdepanun KieTok [8].

[Io MHEHMIO HEKOTOPBIX HCCJIEAOBATEIE MEMJIEHHBIA POCT  JAUCIUIACTHYECKOU
TaHTIMOLUTOMBI MOXKET MO3BOJIUTH MPOXKUTh HECKOJIBKUMH TOJAaMH OOJIbIIE, HECMOTPS JUIIb HA
JACTHYHYIO PE3EKIUIO MATOIOTUIECKOT0 00pa30BaHHUS.

[MTammentst ¢ 6oste3npto Lhermitte-Duclos mepenko moxsepraroTcest paaualioOHHON TEpaIuy.
Ho wame yuyéHble mpuXoasiT K BBIBOAY, YTO NMPUMEHEHHE TaMMa-Tydedl B JICUEHUU ITaHHOTO
3a0oJsieBaHus HE Bceraa 3¢ (HEeKTUBHO.

Haubonee dYacTbIMU KIMHUYECKUMH TPOSBICHUSIMU NPH BBIIIEYKAa3aHHON MAaTOJIOTHU
SIBIISIEOTCS TOJIOBHASI 00JIb, TOITHOTA M PBOTA, MAIIKIOdIeMa, MO3KEUKOBas arakcus (puc. 5).
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Jyxiioc.
B mpakTuke uMeroTces cirydan 0€CCHMITOMHOTO poTekanus 6one3nu. B 1969 roxy Ambler

OTHICaJI TIEPBBIN CEMEWHBIN CITy4ail TUCIIACTUYECKON TaHTITMOIMUTOMBI MO3KeUKa, HAOII01aeMbIi
y 32-neTHET0 MYXXYHHBI, KOTOPBIA yMep OoT JaHHOro 3abosieBanus. CMepTh €ro MaTepu He Oblia
cBsizaHa ¢ 6one3npio Lhermitte-Duclos. Onako, B pe3ylibTaTe NPOBEICHHBIX UCCIIECIOBAHUIN OBLIO
0OHapy)XeHO, YTO OHAa SBISJIACh OCCCUMITOMHBIM HOCHUTENIEM OOJIE3HH M B JTOM Cllydae
IMAarHOCTHPOBaHA JHUIIb Meranonedanus. Y HEKOTOPBIX UJIECHOB €€ CeMbM OOHapyXHBalach
OoubIIas OKPYXHOCTb T'OJIOBBI. ABTOpBI Ha6JHOI[eHI/I$I MNOAYCPKHUBAKOT, YTO HAIMUCHTBI — YJICHBI
3TOTI0 CGMCﬁCTBa, 6BIJII/I 6GCCI/IMHTOMHBIMI/I HOCHUTCIISIMH OITYXOJIM, PaCliO3HaBaJIaChb Y HUX TOJIBKO
meranonedanus. Kak oaHa M3 MONMOJHUTENBbHBIX aHoMmanuii npu Oonesnu Lhermitte-Duclos
merajonedanus Bctpedaercs npuMepHo B 50% ciayuaes [13].

BriBoanl

bonesns Jlepmurt-Zlykioc - peakuii, MEJJIEHHO Pa3BHUBAIOLIMKCS MPOLECC, CKIOHHBIA K
MMpOABJICHHUAM B OCHOBHOM B IICPHOJ IIOJIOBOTO CO3pPCBAHUA WM Ha 3-4 ACCATUIICTUN KU3HU.
BospacTtHoli nmMama3oH MOXET BapbHpPOBAaTh OT paHHEro jaercrBa Jo0 (4 ner. BruisBienue
KJIMHUYECKONW CHMIITOMAaTUKH Ha paHHUX CTaausax 3a6OJIeBaHI/I$I MMO3BOJIUT CBOCBPCMCHHO
MPOBCCTU XUPYPTUICCKOC BMCHIATCIILCTBO C LECJIbIO IMPOJJICHUSA ) KXU3HU 6OJIBHBIM.
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