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AnHoTauus. [IpencraBineH aHanu3 TaHHBIX OTEYECTBEHHOW M MHOCTPAHHOM JIUTEPATYPHI 110
npobneme HeipodpuOpomarosa. ABropamu O00O0OIIEHBI JaHHBIE IO BOIPOCAM STHONATOTEHE3a,
KJIMHUKO-/IMarHOCTUYECKOW XapaKTepUCTHKE M JICUEHUIO JaHHOro 3aboneBanus. [IpencraBieHs
pe3yJbTaThl COOCTBEHHBIX KIMHUYECKUN HAOIOCHUN 1eTel, cTpaJaloluX yKa3aHHOM maToJoruu.
OTMedeH ero MNpOrpecCUpyONMA  XapakTep, MOJIUMOP(HU3M KIMHUYECKHX IPOSIBICHUH,
MHGOPMATUBHOCTh HEHPOBU3YaATU3ALMOHHON JHATHOCTHKH, OTHOCUTENbHAs PE3UCTEHTHOCTh K
nedenuto. [lanHas wmH(popMalusg NpeACTaBlIsSeT HUHTEpeC A IMPaKTUKYIOUIMX Bpayeil, Tpedyer
ONTHMHU3ALMHA METOJI0OB PaHHEHN TUAarHOCTUKH.

Kuarouesbie cioBa: HelipoguOpomaros, oHTOreHHast Auctpodusi, Helipopudbpoaunomaros,
rnmuodubdpomaros, HeMpPOrIIMOMAaTo3, BpOXKICHHAs! HEHPOdKTOoAepMalibHas auciuia3us Ban — borapra,
6one3Hp BarcoHa.

Heiipodubpomaros npeacrasiser codoit Hanbosee pacnpocTpaHeHHY O (OpMy MOHOTEHHON
HACJEeJACTBEHHON NaTOJIOTMM M BCTpeyaeTcs B momyysauuu ¢ yactorod ot 1:2000 mo 1:4000
HaceleHWs.  3a0oJieBaHWE  XapaKTePH3YeTCs  pa3BUTHEM  OIyXOJIEH  MPEHMYIIECTBEHHO
AKTOJICPMATBHOTO MPOUCXOXKICHHS C TIOPAKEHHEM HEPBOB, KOXKH U OTIEIIOB IIEHTPAIBHON HEPBHOM
CUCTEMBI, HAIMYUEM THUIWYHBIX THTMEHTHBIX TSATCH THIMA «KOPE C MOJOKOM», AHOMATHSIMHU
Pa3BUTHSI KOCTHOTO CKEJIETa, a TAKXKE PSJIOM JAPYTUX KIMHUYCSCKHUX MPOsBIIeHwH. THUIT HacIeI0BaHUs
3a00JIeBaHUs Yy TOCOMHO-IOMUHAHTHBIN C MIEHETPAHTHOCTHIO Omu3koi Kk 100%.

B 3aBUCHMOCTH OT pacrpOCTPaHEHHOCTH M JIOKAJIM3allMd HOBOOOPa30BaHWii, 3a00JieBaHUEC
nmojpasfeNsieTcss Ha MepuepruecKkyr0o © ICHTpalbHYIO (opmel: HelipopuOpomaroz 1 wu
Helpopudpomaros 2 Tumos, coorsercreenHo [1,3,13,19].

OOG0CHOBAaHHOCTH TAKOTO TMOIpa3AeiIeHus Hepo(huOpoMaTo3a Ha CaMOCTOSTEbHBIE (DOPMBI
MOJITBEPXKIACTCSI M Ha MOJICKYJSIPHOM YpPOBHE, Onarojaps WACHTU(GHUKAIMH COOTBETCTBYIOIIUX
MyTaHTHbIX reHoB. OxoHuaTenbHoe pazaeneHue H® nva 1 u 2 Tunsl npousonuio B 1987 r. nocne
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T€HETHYECKUX UCCIIeN0BaHui, onpeaensonmi cBsizb HO1 ¢ usmenenunsimu resa B 17 xpomocome u
H® 2 ¢ rerom B 22 xpomocome [21, 25, 32].

Heiipodubpomaros 1 tTuna (CHHOHUMBI: KiTacCHYECKUi HelipohubpomaTos, nepudeprudecKuii
HeiipoguOpomaro3, oHTOreHHas  guctpodus, HeipodubporunomaTos, rimodpudpomaros,
HEHpOoriinomMaro3, BpoXkJIeHHasi HeHposKToAepManbHas nucivia3us Ban — borapra, 6ose3ns Batcona,
CHHJIpOM HelipoguOpomaTosa — HeoXpoMOLUTOMBI — 1yOJ€HAIBLHOIO KapIIMHOM/1a) BIIEPBHIE ONKUCAH
HemerkuM Bpadom Frederich Von Recklinghausen B 1882 roay. B Hacrosiiee Bpemst 3a0oieBaHne
u3BecTHOro kak Oone3nb Pekmunrxaysena (Von Recklinghausens disease, Von Recklinghausen
neurofibromatosis, anrn.) [4,11,20]. NF1 — sBasercs OQHUIMAIBHBIM  MEKTYHAPOIHBIM
TeHETUYECKUM CcUHApoMOoM Oone3nu Pexnmurxaysena. NF1  sBasercs Haumbosnee 4acTbIM
MOHOT'€HHBIM HacJIeJICTBEHHBIM 3a00JiIeBaHnEM C yacToToil okoio 1 Ha 3000 HaceneHus.

Heiipopubpomaros 2 tuma (HD2) — mporpeccupyroiiee ayTOCOMHO — JTOMHUHAHTHOE
3a00JeBaHNe, XapaKTepu3yrolleecs 00pa3oBaHWEM 2-X CTOPOHHHX BECTHUOYJISIPHBIX IIBAHHOM, a
TaK)K€ MHOXKECTBEHHBIX OIYXOJel LEeHTpaJibHOW U mepu(epruuecKkoil HepBHOM CHUCTEMBbI, paHHEH
KaTapaKTOM.

H®2 Bnepsrie 6bi1 oncan Wishart B 1820 r. H. Cushing paccmarpuBai H30J1MpOBaHHYO 2-
X CTOPOHHIOI HEBPUHOMY Kak HeripodubOpomaros (HD), Tak Kak THCTOIIOTHYECKOE €€ CTPOCHHE
ob110 1010000 HD [7,8].

Ananornunoe MHeHue BbickaspiBal U K.F. Young c coaBTopamu, KOTOpble HabOIt0mamu
yKa3aHHbIN HeBposiornueckuit cunapoM y 100 ocob oxnoro cemeiicta B mrare [leHcunbBanus. L.
Eldridge BmepBbie TpemIoXuin CcYMTaTh 2-X CTOPOHHIOK HEBPHHOMY CJIYXOBBIX HEPBOB
camocTosTenpHou hopmoii HD [42].

Omuonamoeenes

NF1 — ayTocOMHO — TOMUHAHTHOE 3a00JieBaHHE C BBICOKOW MEHETPAHTHOCTBHIO M BBICOKOM
4acTOTOW BO3HUKHOBEHHS HOBBIX MyTauuidl. Temn myTtupoBanusi reHa NF1 sBnsercs oaHuMm u3
HauboJiee BLICOKHX MPHU BCEX U3BECTHBIX 3a00/1eBaHusAX yesoBeka (10 6,5 * 107 ramer Ha nokoseHue
nmu moutH 1 Ha 1000 ramer), a mpumepHo 50% ciaydaeB 3a00IeBaHUS MPECTABISIOT COO0M MyTaluu
de novo [5,23].

Takast BBICOKAas dYacTOTa CIHOHTAHHBIX MYTAllMd MOXET OOBSCHATHCS OYEHb OONBIINMH
pa3MepaMu TeHa W/UIU ONPEeNICHHBIMUA OCOOEHHOCTSMU €ro BHYTpeHHe! cTpykTypbl. B 1990 — 1995
IT. ObUIa JIoKam3oBaHa MyTanus Ha xpoMocome 17011.2. I'en NF1 siBnsiercst He TONBKO Ype3BBIYANHO
MIPOTSHKEHHBIM, HO M CJIO’KHO OpraHn30BaHHBIM. OH nMmeeT JuHy okoio 350 k0, coctouT u3 60 5K30HOB
W DKCIIPECCHPYETCs, NMOMHUMO HEPBHOW CHCTEMBI, B pA3IMYHBIX TKaHSIX. [€H Koaupyer OeJoK
HeWpoprOPOMUH, SABJIAIOIIMICS CYIPECCOPOM OIyXoJieBoro pocta. Heiipodubpomun npoayupyercs B
HEPBHBIX KJIETKAaX M CHCIUATN3NPOBAHHBIX KiIeTKax Herporiauu (omuroaeHapormTax u [IIBaHHOBCKHX
KJIeTKax). belok colnepkuT B CBOEM cOCTaBe OCOOBIA JOMEH, OOl ais cemelcTBa OeNKOB —
aktuBaTopoB [ Td-a3. [locpencTBom 3TOrO0 JOMEHa HEMPOPUOPOMHH B HOpME B3aMMOJCHCTBYET C
NpOIyKTOM MpooHKoreHa RAS, HHrHOupys ero (GyHKIMIO M peaus3ysl CBOM CYIpeccopHbIi 3((heKT B
OTHOIIICHHUH KJIETOUHOM nponmdeparu [24,32].

VY 6onbHbIX NF1 onucano cBeiie 500 pa3nuyHbIX MyTauuii B reHe Ha Xxpomocome 17(. OTtu
MyTallMd HapylaT perynupyromyto poiab reHa NF1 B xackane coObITHII OHKOreHe3a. Xapakrep
MyTanuii BecbMa creuuduueH: Oonee 80 % U3 HUX BEAyT K CHUHTE3Y HE(PYHKUHMOHAIBHOTO
«yCEYEeHHOT0» Oeika JTM0O K MOJIHOMY OTCYTCTBHIO TPaHCKpHUITa (HOHCEHC-MyTalun). OcTanbHbIe
MyTalludl TPEACTABISAIOT COOOW BHYTpEHHHE Jelenud 0e3 CABHra paMKH M MHCEHC-MYTallhH,
3aTrparuBaromye GyHKIIMOHAIBHO BaXKHbIE YUaCTKH HelpohuOpomMuHa. DT MyTalluH MIPEICTaBISIOT
co00# 001aCTH C OTHOCUTEIILHO BBICOKOI yacToTol moBpexaeHust (0T 6 10 30% BceX BBISBICHHBIX
myTanuid). Omucansl Takxke ciydan NF1, 00ycloBIEHHOTO MUTOTCHETHYECKUMU TIEPECTPONKAMH,
3aTparvBalOIMMK KPUTHYECKUI XpOMOCOMHBIN cermeHT 17011.2 [34,38].
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H®2 nacnenyercs mo ayTocOMHO — AJOMHUHAHTHOMY Tumy. LlenTpansubiii HO Bo3HMKaeT B
CBsI3U ¢ ToueuHbIMU MyTaiusimu HD2 rena, comepikarierocs B 22 xpomocome (22012). Tpoxykt
reHa, UMCHYEMbIi MePJHMH MMEET BBICOKOE CPOJICTBO C OelMKaMu ITUTOCKeTeTa cemeicTBa 4.1. u
UTpaeT BAXKHYIO pOJib B poduitakTuke mBaHnHoM [41,44].

Knunuxa

3a0oneBaHue MPOSBIISETCS MHOKECTBEHHBIMH HEHMpOPUOpOMaMu 1Mo X0y nepudepudecKux
HEPBOB, KOTOPBIE ONPEICISIIOTCS B BHJAC OOJIC3HCHHBIX OKPYTJIBIX Y3EIKOB B TOJNIIE KOXKH,
BaphUPYIOLIUX MO CBOUM pa3MepaM H JOKAIU3alHuU. BISBISIEMOCTh KOKHOTO Helipodudpomarosza
3aBHCHT OT Bo3pacta 00bHBIX: 10 10 et — 14 %, ot 10 no 19 net — 44 %, 20-29 ner — 85 %, crapie
30 et — 94 %. Yame nepBble BUAUMBIE HEHPODUOPOMBI MOSIBISIFOTCS] B TIEPHOJ IPEMyOepTaTHOTO
nepuoga. K 30-netHemy Bo3pacTy oOTMedaeTcss HEYKJIOHHBbIH MEIUIEHHBIH pocT Helpodudpowm,
OCOOCHHO 3aMETHBIA B TMEPHOJ IIOJIOBOTO CO3PEBaHHS HWHIAMBUAyyMa, a TakKe B MEPHOL
O6epemenHocTH y skeHIIMH. Ilocie vero poct HelWpoduOpPOM OTHOCUTEIBHO CTAOWUIU3UPYETCS.
Onyxoiu UMEIT OKPYTITyH0 (hopMy, BapuabenbHbIe pa3Mepbl (OT IPOCSHOTO 3€pHA 110 5 ¢M U Oosiee).
[Ipn manpnamuu OHM 4YacTo 0€300JIE3HEHHBI, HO €CJIM B MATOJOTMYECKHH TMPOIECC BOBICUYCHBI
nepudeprudecKkue HepBbl, TO BOSHUKAIOT 00, runecte3ud. Omyxoib He CABUTaeTCs MPOJIOJIBHO, a
CMEIIAaeTCss B TONEPEYHOM HAMPABICHUM BMECTE€ C HEPBHBIM CTBOJIOM. [Ipw 3TOM, BO3HUKAIOT
uppaauupytomme 6oyu B 30He nHHepBanuu [16,30].

B Hekotophix ciydasx HelpopuOpomMaTo3 MOXKET HOCHUTh BECbMa OIPaHUYEHHbIN
CerMEHTapHbIN XapakTep (Hanpumep, MeIUaCTHHAIbHbBIC HEMPO(OUOPOMBI B COUETAHHH C OITyXOJISIMHU
B COOTBETCTBYIOIIEM KOXHOM CETMEHTE), HO TOpa3/0 dYalle OH SBJISETCS TEeHEepPaTU30BaHHBIM
(omyxonmu Ha TyJOBHIE, Ilee, TroJioBe, KOHeuHocTsX). B 3—-15 % ciydaeB y OOJBHBIX
HelpohuOpoMaTo30M UMEETCSI CKJIOHHOCTh K 3J10Kaue€CTBEHHOMY NepepokiaeHHio. CerMeHTapHbIN
HelpohuOpoMaTo3 CBSA3BIBAIOT C COMATHUYECKUMH MYTAlMsIMH Ha OMPEICNIEHHOW CTaauu
AMOpHOTEHEe3a TPHUBOIANIMMH K BOBJICYCHHIO OTPAHUYCHHOTO KJIOHA KJICTOK W COMATHYCCKOMY
Mo3aunusmy [48,51].

Omnucan  HeilpoduOpomaTo3z TOJICTOTO W TOHKOTO KHIIEYHUKA C  MOBTOPHBIMH
KpoBoTeueHHsIMH. Hepenko mosiBieHne HeHpohuOpoM  COMpoOBOXKAAETCs  TUNepTpodueit
MOpPaKEHHBIX yYaCTKOB Teia (CIIOHOBOCTBIO) M BHYTPEHHHX OpraHoB. K OmMyxoseBHIHBIM
pa3pacTaHusM Ha KOXE OTHOCSTCS TMalWUIOMbl, OHU BCTPEYAIOTCS HAMHOTO pEXke, YeM
HOBOOOpa30BaHMs B MOJAKOXKHOHU KiteTuaTke [18,27].

Berpeuarotest u miuekcuhopMHbie HeUPOoPUOPOMBI, KOTOPHIE OOBIYHO OBIBAIOT OJJUHOYHBIMU,
HO MOTYT JJOCTUTATh OOJIBIIKX pazMepoB. OHU MTpeICTaBICHBI pa3pacTaHHEM TKaHEH HepBa B CTPOME
W3 HOPMaJbHBIX OKpY’Karoumx TkaHed. YactoTa miexcupopMHBIX Heiipodubpom mocturaet 5%,
OHHM, KaK MPaBWJIO, IOCTABIISIOT OOJIBIIHAE POOJIEMBI ITPH MOSBICHUH. Yarie BCero OHM HAYMHAIOT
pa3BUBATHCS 10 POXKIICHHS peOCHKA M CTAHOBSATCS OYEBHIHBIMH K 2-X JieTHeMy Bo3pacty [30].

Tunansie st NF1 TuTockMe TUTMEHTHBIC TATHA HOCAT XapakTep IATEH IBeTa «Kode ¢
Mostokom» («café — au — laity, ¢panir., «milk coffeex», anHrii.) u «BecHyIIUaTHIX TPO3LEBY HA KOXKE,
KOTOpbIe OOBIYHO TIOSIBJISIOTCS K JIBYXJIETHEMY BO3pacTy, a Takxke y3enkoB Jluma —
MAaTOTHOMOHUYHBIX MUTMEHTHBIX TSATCH Ha Paaykke riasa (ramapTpoMm), OOHApyKUBaeMbIX TPHU
O TATLMOCKOITMHA C TIOMOIIBIO IEJIEBOM JaMIbl. BBIABIsSEMOCTh y3elkoB JIWIia moBBIIIaeTCS C
BO3pacToM 00NIbHOTO: B Bo3pacte oT 0 10 4 net — 22% cnydaes, 5-9 net — no 41%, 10-19 net — 1o
85%; crapmie 20 — 1o 95% ciyuaes NF1 [17,26].

Kak npaBuiio, msiTHa «kode ¢ Mookom» u y3enku Jlumra (Lisch nodules, anri.) 6e3onacHsr
JUISL 3I0pPOBbSl UENIOBEKA, HO CIMBHbIE MUTMEHTHBIE MSITHA HA KOKE MOTYT JIOCTaBISTh HEYJ00CTBa
n3-3a KocMeTu4eckoro aedexra (pucyHok 5,6).

V3enku Jluma He BUAHBI HEBOOPYKEHHBIM TJ1a30M. MHOra MUTMEHTHBIE KOXKHBIE MSATHA
SIBJITIOTCSL €MWHCTBEHHBIM mposiBieHneM NFI1, Ttak kak HeOonpiime HeipohuOpombl HE Bcerna
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yaaercss 0OHapyKUTh, OCOOEHHO B JETCKOM Bo3pacte. Hanmuune He MeHee 6 MUTMEHTHBIX MATEH,
nuametpoMm 1,5 cM mo3Bosisier auarHoctupoBath NF1 mpu oTcyTcTBUM Kakux — MO0 JIpyrux
cUMITOMOB. [TUrMEHTHBIC MATHA OYEHb Pa3HOOOpa3HbI (IO KOJIMYECTBY, pasMepy, JOKAIU3allHH,
okpacke) [29,35].

Hecmotps Ha «nepudepuueckuit» xapakrep NF1, y yactu O0JIbHBIX MOXET HaOJII0aThCs
BOBJICUCHHE B MIPOIECC [IEHTPATBHBIX U MepUPEPUUECKUX OTIEIOB HEPBHON CHUCTEMBI C Pa3BUTUEM
OMyXOJIEW APYrol T'MCTOJOTMYECKOW HPUPOABI — ACTPOLUTOM H TJIHOM 3pUTEIBHBIX IIyTEW,
STIICHIUMOM, MEHUHTHOM, HEHPOJIEMMOM, IIBAHHOM, CIUHAIILHBIX Helipodubpom [14,16].

Ontryeckast TamomMa — J0OpOKadecTBEHHAsl OIyXOJIb 3PUTEIBHOTO HEpBa, OHA PEIKO
BCTpEYaeTcsl y JeTel MIIaJIiero Bo3pacTa, yalle AeOITHPYET B JECSITUIETHEM BO3pacTe B BHJE
mocterneHHoro cHwkeHus 3peHus. [Ipuw NF1 MoryT BBIBISTBCS OIyXOJM WHOH JIOKAJTU3allWH,
BKITt0Yast heoxpomonutomy [28,37].

MyrTanus rena NF1 MoxeT ObITh MPUUMHON MHEIOAUCIUIACTUYECKOTO CHHIAPOMA B PEIAKOTO
TUMNA JICUKeMUU — IOBEHWJILHOW MHEJIOMOHoIuTHYeckor Jeiikemun (juvenile myelomonocytic
leukemia, amri.), sBISIOIIEHCSA MATOTHOMOHWUYHOM aisi geted mosoxke 2-x Jsetr. Jetn ¢ JMML
MIPEIBSABISIOT JKal00bl Ha OBICTPYIO YTOMIIIEMOCTbD, YCTaJIOCTh, TUXOPAJIKY, YACThIE KPOBOTCUCHUS
(remMaTOMBI) ITPU HE3HAYUTEIBHBIX TpaBmax [39,49].

Jis NF1 xapakTepHbI TakKe JOMOJIHUTENbHBIC KIMHIHUECKHUEe posiBieHus: B 50% ciydaeB —
KOTHUTHBHBIC HAPYIICHUS PA3IMYHON CTemeHu (OT JISTKUX JI0 BBIPAKEHHBIX ), Yallle B COYCTAHUH C
HerpyObIM WM YMEpEeHHbIM CcHuxkeHueM |Q, 3aTpynHeHHeM B OCBOCHHHM WHChbMa, YTEHUS,
marematuku. Hepenku supokpunonatuu (peoxpomanuroma, HapylIeHHE POCTa WM MOJOBOTO
co3peBaHMsl), H3MEHEHHEe ckenera (ckommo3 — no 15%, npedopmanust TpyaHOW KIETKH,
CTIOHIMJIOJICTE3, He3apalleHUe Ty’KeK MO3BOHKOB, KPAaHHOBEPTEOPaTbHBIE AHOMAITUH, aCHMMETPHS
yeperna, TCEeBA0apTPO3), SMHUICNTUYECKHE MPUNaAKUH. MOTyT OBITh YacTble MEepeIoMbl KocTel
KOHEYHOCTEH, KOTOpbIC TSDKEJO TOAJAIOTCS JICYCHHIO (JIOJITO CpacTaloTcs) W TpeOyroT
opToneandeckoi koppekuuu [6,17,31].

VY nereii 6onpHbIX NF1 yacTo CHMKEH MBILLIEUHBIN TOHYC, HErPyOO HapyIIeHa KOOPIUHAIUS
nBrkeHuit. OHU UMEIOT OOJIBIIIOI pa3Mep ueperna (OKpYKHOCTh TOJIOBBI) — OoJiee 4-X CTaHIAPTHBIX
OTKJIOHEHHH, B CpaBHEHHH C HOPMaJbHBIMH TTOKa3aTeJSIMA JAHHOTO Bo3pacTa. JleTwm MoryT OBITh
HU)KE POCTOM, YeM OKUaaeTcs (10 CPaBHEHUIO C JPYTUMU 4YiICHAMH ceMbH). Takue AeTH HepeaKo
MaJIOMHHIIMATHBHBI 1 MEHEE SYMOIMOHAIBHBI TI0 CPAaBHEHHIO CO 37J0POBBIMH CBepCTHHKaMH. OKOJIO0
12% wunnuBuayymoB, 6ombHbIX NFI1, uMeror denorumn, xapakrepHslid s curapoma Noonan:
TUTIEPTEIIOPU3M, aHTUMOHTOJIOMTHBIN pa3Mep IJIa3, HU3KO TOCAKEHHBIC YIITU, NCHHBIA NTEPUrym,
cteHo3 Jjerounoil aptepuu. NF1 — Noonan ¢eHoTun, BO3MOXHO HMEET APYTyI NPUYHHY,
3aKITIOYAIONIYIOCST B CETperaniy TPU3HAKOB JABYX pa3IUYHBIX AyTOCOMHO — JOMHHAHTHBIX
3a00JIeBaHUI B HEKOTOPBIX CEMbsIX, JINOO B BUjIe cerperaiuu kak Bapuanta NF1 [12,22,33].

H®2 cocrasmsier 5-10% Bcex OompHBIX ¢ H®. Pacnpoctpanennocts H®2 cocrtaBnsier 1
ciydait Ha 37000 Hacenenus. 3aboneBanue AeOOTUPYET B Bo3pacte OT 18 1o 24 ner, BO3pacTHOM
nuana3oH koieonercs ot 2 mo 70 ner [1].

JIBycTOpOHHUE BECTHOYIISIPHBIE IIBAHHOMBI MTATOTHOMOHUYHBI J1st HD?2, ux BIABIAIOT Ooliee
geM y 90% B3pocisix narueHToB. Omyxonu mpu HD2 cocTosT n3 MIBAHHOBCKUX, MEHUHT €AJTbHBIX U
rIIHANIbHBIX KiteTok [7,10].

[TepBoii xa000i MpPU aKyCTUYECKOH HEBPUHOME SIBJISIETCS OJHO- JIMOO JIBYXCTOPOHHEE
CHIDKECHHE ciyxa. Ecnu BHavane BO3ZHUKAET MOpaKEHUE OJTHOTO HepBa, To mopaxkenue || Bo3nukaer
no3xke, cnycts 10 ner u Gonee. Hapsamy ¢ morepeii ciayxa ManydeHTOB OECIOKOST 3BOH B yIIax,
IaTKOCTh MpH XoabOe. Jlpyrumu xanobaMu SBISIOTCS CHIDKEHUE 3PCHHS, aCUMMETpPHs JIUIIA,
roJIoBHast 0OJIb.
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B psine cnydaes (25 - 27%) koxHBbIC TOSBICHHS MPEANICCTBYIOT Havany Oosesnu. B 33%
ciydaeB mpu HD2 Habm01a10TCSl CHIDKEHUE 3PEHHS OJHO- JIN0O IBYCTOPOHHEE.

3anHee MOoJKaICyIsIpHOEe NOMYTHEHHE XPYCTaJIMKa MPOrPECCUPYET 10 BU3YyaIbHO BUAUMOI
KaTapakThl. JleTckasi KaTapakTa sSBJISCTCS OYCBHIHBIM Npu3HakoM HD2 [12].

B 67% wuabmonennii npu HD2 (NF2) BcTpewaroTcss CIMHHOMO3IOBBIE OIyXOJH B 00JIACTH
MEKIIO3BOHKOBBIX OTBEPCTHUH, YacTO MHOXKECTBEHHbIE B (popMme «raHTenei», Mo CTPYKType 3TO
LIBAaHHOMBI. BHYTpHMO3roBbI€ OITyXO0JI1 110 TUITY aCTPOLIUTOM, 3MIEHIUMOM, BCTpeyatoTcs B 5% ciryyaes.

Knunuueckast rereporeHHocts H®2 oOycnoBuia ero pacnpeneieHue Ha yMEpEeHHBIH U
TSOKEJIbI (PEHOTUIIBL, OTJIMYAIOIIMECS MEXAYy CcOO0OM MO KIMHUYECKOMY TEUEHHUIO, BO3PACTOM
MaHu(pecTanuu 3a00eBaHus U HAIMYUEM, KPOME BECTUOYJSPHBIX IIBAHHOM, MHBIX YEPEMHBIX U
CIIMHHOMO3IOBBIX omyxoJieil. Tak, Ay ymepeHHoro (heHOTHNa XapaKTepHO Havaso 3a00JeBaHUs B
Bo3pacte 20 5eT u crapiie, Hanu4yue (WM OTCYTCTBUE) | JOMOJIHUTEIBHOW HMHTpaKpaHHAIbHON
OITYXOJIHM UJIH 2-X SKCTpaMenyJUIIPHbIX OIyXOJIeH.

Jist TsKenoro (heHOTUIA XapakTepHO Havyalo 3aboaeBanus 10 20 jiet, Hainuue 0oJiee 0HOM
JIOTIOJIHUTEIBHONW MO3IOBOM OIyXOJH M Ooiiee 2-X AIKCTpaMeIyJIIpHBIX OMyXoyed uian 1 KOCTHO —
MO3ToBoOI omyxouu [28,36].

bepemenHoCTh YacTO MPOBOLMPYET HAuajo 3a00J€BaHUs WIH yCYTyOJsieT CyLIeCTBYIOLIUE
KIIMHUYECKUE TPOSBICHUS TOJ[ BIMSHHEM TOPMOHOB M (DaKTOpPOB pocTa Ha WHULMHUPOBAHUE U
IIPOrpecCUpOBaHNEe aKyCTU4YeCKOW HeBpuHOMBI. Omyxomu, pa3suBatouiuecs B LIHC, kak npasuo,
BOBJICKAIOT B IIPOLIECC UyBCTBUTEIbHBIE HEPBBI, UMEIOIME BHICOKYIO KOHIIEHTPALUIO PELIENTOPOB K
KEHCKUM TOPMOHAM 3CTPOreHaM.

B orauune or H®1, H®2 He comnpoBokIaeTCs 3JI0KAYECTBEHHBIM MEPEPOKICHUEM
OMYyXOJIEH, a TAK)KE U3MEHECHHUSIMHU B KOCTAX, MaJICHUEM UHTEIIJIEKTa, XapakTepHbM Juist HD1.

JHuaznocmuxka

[epBuunas auarnoctuka H®1 (NF1) momkHa OCYIIECTBIATHCS MeAHAaTPaMU, CEMEHHBIMM
BpauaMH, a TaKKe Y3KUMH CIeluaiucTaMu (HeBpOJOraMH, JepMaToyioraMH, O(TaabMOJIOTaMHu,
xupypramu, cromarosnioramu). Llenecoobpazno csoeBpemennoe nposeaenue KT/MPT ronosHoro u
CIIMHHOT'O MO3ra.

[Ipu noctanoBke nuarnoza NF1 pekoMeHayeTcss HCHOIb30BaTh TUArHOCTUYECKHE KPUTEPHH,
pekomeHaoBaHHbIe MexayHapoaHeiM  Komwurterom skcnepToB 1o  HeiipoduOpomarosy [43].
CornacHo stum kputepusim, NF1 MosxeT ObITh 1HarHOCTUPOBAH IPU HATMYUU Y OOJIBHOTO HE MEHee
2-X U3 CIEYIOUNX MPU3HAKOB:

1) He MeHee 5 MUTMEHTHBIX MATEH IBETa «KOo(he ¢ MOJIIOKOM» THaMeTpoM Oosiee 5 MM y aeTeit
70 myOepTaTHOro BO3pacTa 1 He MeHee 6 ISTeH AuameTpoM 6osee 15 MM B myGepTaTHOM BO3pacTe;

2) 2 u 6onee Heltpohudbpomser modoro Tumna win 1 miekcudopmuas Heipohudpoma,

3) BECHYILIYaTOCTh B MOJMBIIIEYHBIX WU NAaXOBbIX CKIAJKAX;

4) mucruta3usi KpbUla KIMHOBUAHOM KOCTH WMJIM BPOXJIEHHOE MCTOHYEHHE KOPTHUKAJIBHOTO
CJIOSI JUTMHHBIX KOCTEH C MICeBI0apTPO30M Hiu O3 Hero;

5) rIMoMa 3pUTeNIbHOTO HEPBa;

6) 2 y3enka Jlumia Ha pajyxke u O6oJiee IpU UCCIIEJOBAHUU B LIIEJIEBOM JIaMIIe;

7) Hanuuue y poACTBEHHUKOB NepBoil muHuM pojactsa NF1 mo Tem xe KpuTepusiM.

Cpenu AONOJHUTENBHBIX METOJOB JUATHOCTUKHM IOJUYEPKUBAETCS BAKHOCTH IPOBEICHUS
MPT ro0BHOrO ¥ CHMHHOTO MO3ra (B JAMHAMHKE ¢ MHTEpBajamu B 1-2 rona), peHTreHorpaduu
KpbUTbEB KIWHOBHIHBIX KOCTEH, TO3BOHOYHHMKA W JJIMHHBIX KOCTeH, Ouomcum Heipohudpom,
HCClIeIOBaHNE OpraHa 3peHHsl.

Knuanuyeckoe 3HaueHHE MMEIOT TaK Ha3bIBa€Mble «HEOIO3HAHHBIE CBETSIIUECS OOBEKTH»
(«unidentified bright objects» — UBQOS, anr.), BeisBasiemble ipu poBeaennd MPT rogoBHoro mosra
y JAeTel ¢ «COMHHUTEIbHBIM» HelpohuOpoMaTo30oM. ITH THIIEPUHTCHCUBHBIE OYard, TUITMYHBIC JIJIs
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pannux craauii pa3BuTuss NFI1, 00bYHO BBIABIsSIEMbIE B | 2-B3BEHICHHOM pPEXHUME, MOTYT
BU3YQJIM3UPOBATHCSI B OOJACTH 3PUTEIBHBIX TPAKTOB, Oa3albHBIX TaHTJHEB, CTBOJA T'OJIOBHOTO
MO3ra, MO3XKE€UKa WM KOpPbl OOJBIINX MOMyIIapUid M OOBIYHO HE MOKAa3bIBAIOT HUKAKOI'O Macc —
s dekra. Onu He BU3yanu3upyroTcs B 11 — B3BemernaoM pexkume MPT u ipu KT ronosHoro mosra
(puc. 1). UBOS cooTBeTcTBYIOT 30HaM crioHruopopmHoii (ryduaroi) muenonatiu. OHU MOTYT
ucye3aTh C BO3pacToM M 0oJjiee MaTOTHOMOHUYHBI, YyeM Juis B3pocibix OonbHbIX NF1. Hekotopsie
aBTOPHI CUMTAIOT, YTO BBIABIICHHE, YHCIIO, 00beM U MecTo pacnoioxenus UBOS koppemupytot ¢
BBIPAKCHHOCTBHIO KOTHUTHBHBIX HapyIeHUH u TpyaHoctel o0yuenns npu NF1 [10,15].

Pucynok 1. MPT ronoBaoro mo3sra, B T2-pexuMe BBISIBICHBI 00JIaCTH YCUJICHHS CUTHAIIA
(«ramapTOMBI») B 6a3abHBIX TAHTIUAX. ICTOUHUK — COOCTBEHHBIE HAOIOICHNUS.

Pucynok 2. T1-BU ¢ KV, carurransHas npoeKkiusi NOSICHHYHOT0 0T/AeJIa TT03BOHOYHHKA!
TUMHWYHBIN Clly4ail TO3BOHOYHOIO Helipo¢gudpoMaTo3a 2 TUIIA C MHOKXECTBEHHBIMU y3€JIKOBBIMU
00pa30BaHUSMH KOPEIIKOB KOHCKOTO XBOCTA, XOPOIIO HAKAIIMBAIOIIUMH KOHTPACT, UTO SIBIISETCS

XapakTepHoi ocodeHHOCThIO mBaHHOM (cneBa). T1-BU ¢ KY, carurranbHas mpoekuus
MOSICHUYHOTO OT/eJIa TO3BOHOYHHKA: MHOKECTBEHHbIE HAKAIUIMBAIOIINE KOHTPACT
WHTpaypaibHbIe 00pa30BaHMsI, PACCESIHHBIE BAOIh KOPEIIKOB KOHCKOTO XBOCTA, TIPECTABIISIOIINE
c000i MHOKECTBEHHBIC ITBAHHOMBI (CIIpaBa).MCTOYHUK — COOCTBCHHBIE HAOIOACHUS
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[Ipun MP-anruorpadguu 1ieHTpaIbHBIX COCYI0B MOTYT OOHAPYKUBATHCSI AaHOMAJIUU PA3BUTHUS
(varme cTEHO3bI WIIM OKKJIFO3MH) BHYTPEHHEH COHHOM, CpPeIHEH MO3TrOBOM MM TIEpEIHEH MO3TOBOM
aptepuil. MoryT oTMeuaThCsl TakKe MaJeHbKHE TEJCaHTMOAKTATHUECKHE COCYIMCTBIC CILICTCHHS
BOKPYT 30H CT€HO3a IIepeOpabHBIX apTePHil B BUJIEC TaK HA3bIBAEMBIX «00JIAYKOB TaOAYHOTO JTHIMAY»
(«puff of smoke», aurn.) npu nepedpansHoii anrnorpaduu [33,40].

WNnentudukanus mytanuii B rene u npsamas JIHK — auarnoctuka NF1 Ttuma 3HauuTenbHO
3aTPyIHSIOTCS TMTAHTCKUM Pa3MEepOM T'€Ha, BHICOKOW 4acTOTOW MyTaiuii de novo, dhakTuueckum
OTCYTCTBHUEM MA)KOPHBIX MYyTallMi, a TakKe HAJIM4YUEM OOJBLIOrO YHCia TOMOJOIMYHBIX JIOKYCOB
[5,11].

Bbonee uem npu 100 HacneacTBeHHBIX 00J1e3HAX B KOHreHUTANBHBIX CUHIPOMAX BBISBIISIOTCS
KOXKHBIE MATHA TUMAa «Kode ¢ mMojokom». Yame nuddepeHnmanpHas TUarHoCTHKa MPOBOIUTCS C
HeiipopubOpomarozom 2 tuna NF1 (cuH.: ueHTpanbHbIi HelpopuOpoMaTo3, OuIaTepabHAs
BeCTUOYJISIpHAsl IIBAaHHOMa, OMlaTepalibHasl akyCTHUECKasi HEBpUHOMa), Ae0I0TUPYIOIIas OAHO- WK
JIBYCTOPOHHUM HapyieHueM ciyxa. [Ilpu NF2 Bo3moskusl u apyrue onyxonu LHHC: MeHUHTHOMSI,
[JIMOMBI, IIIBAHHOMBI (PUCYHOK 2 — 4). XapaKTepHa FOBCHUIIbHAS 3a/IHss CyOKarcyIspHas KaTapakTa.
Kpome Toro, auddepenunanbHas AUarHOCTHKA MPOBOAMTCSA C HACICACTBEHHBIM HETOJIMIO3HBIM
pakom Ttosictoro kumeununka (HNPCC, anrn.), mBanHomaTto3oM, cunapomom LEOPARD,
curpomom McCune — Alb — right, curmpomom Noonan, paccestHHO# YHIIOKpUHHON HeoruiazMoii 2b
THIIa, PACCESTHHBIM JINTIOMATO30M, FOBEHIJIbHBIM MMaIHMHOBBIM (hudpomaro3om u jap [45,50, 52].

Huarnoctuueckue kpurepun HD2 BmepBbie chopmynupoBanbl Ha koHpepeHnuu no HD
Hanmonansnoro unctutyta 310poBbsi (NIH) CIIA u o6o3nayenst kak NIH — auarnoctuueckue
kputepun [37].

[TosTomy 0 mogo3penun Ha HD2 cBUAETENBCTBYIOT:

1) BeIABNIEHHE 2-X CTOPOHHUX BECTHOYJISPHBIX MIBaHHOM 10 AaHHBIM MPT, nu6o

2) nannuue H®2 y poacTBEHHUKOB NPSIMOM JIMHUY, THOO a) OTHOCTOPOHHEHN BeCTUOYIIpHON
IIBAHHOMBI WM ©) 2-X MPHU3HAKOB M3 CIEAYIOIUX: HeWpopuOpoma, MEHUHTHOMA, TJIHOMA,
IIBaHHOMA, IOBEHUJIBHOE 3a/IHEE MOKAICYJIIPHOE YeUEBUIIEN0I00HOE ITOMYTHEHHUE XPYyCTAUKA.

Kpurepun nquarnocruuecku noarsepxaeHHoro HO2:

1) 2-X CTOpOHHUE BECTUOYIISPHBIC IIIBAHHOMBI, JTHOO

2) namuuue H® 2 y pojcTBEHHMKOB MEPBOW JIMHUM U a) OJHOCTOPOHHSS BECTUOYISpHAs
mBaHHOMa B Bo3pacte 10 30 ser wiu 6) 2-X NPU3HAKOB U3 CIEAYIOIIMX: MEHHHTHMOMA, IJIHOMa,
IIBAaHHOMA, IOBEHWJIbHOE 3a/iHee MOJKAICYJSPHOE YEUYEeBHIIECNO00HOE MOMYTHEHHE XpPyCTaluKa
(roBeHIITbHASI KOPKOBAsi KaTapaKTa).

JlMarHocTHYEeCKUe KpUTepUH it 0cod ¢ BeposiTHeIM HD2:

1) OJTHOCTOPOHHSISI BECTHOYIIsIpHAs IIBaHHOMA B Bo3pacTte /10 30 j1eT, a Takke | mpusHak
U3 CIEQYIOIIMX: MEHHMHIMOMA, IJIMOMa, IIBAaHHOMA, HOBEHWIBHOE 3a/lHee IOAKAICYJISPHOE
YEeUYCBHIICTIONO0OHOE TMOMYTHEHHE XpycTanuka (FOBEHWJIbHAas KOpPKOBas Karapakra), JH0o
MHO>KECTBEHHbBIE MEHUHTIOMBI;

2) (2 u Gonee), a Takke OTHOCTOPOHHSISI BECTHOYJIIpHAS [IBaHHOMA B Bo3pacte 110 30
JeT, WK | NpU3HaK W3 CIEAYIOUMX: INIMOMa, IIBAHHOMA, IOBEHUJIBHOE 3aJlHEE MOAKAICYJSIPHOE
YEeUYCBHIIETIONO0HOE TOMYTHEHHE XPyCTaauKa (FOBEHUIIbHASI KOPKOBAsl KaTapakTa).

Jleuenue

B Hacrosiee Bpemst He paspabotano cnenududeckoit (maroreHernyeckoit) Tepamuu NF1.
[Tpu HapymeHHsX 00y4aeMOCTH M KOTHUTHBHBIX HapyIICHHSIX PEKOMEHIYETCsl o0ydaTh NeTei U
MOJIPOCTKOB B CIEMIIKOJIAX W MPOBEJACHHE COLMAIbHON peabunurtanuu OonbHbIX. Omyxonu
SBIISIIOTCSL TIPUYUHON OOJIEBOrO0 CHUHIpOMa U CHWXKEeHHMA (GyHKIMHA. [Ipu BbIpakeHHOM O00J€BOM
cunapome HazHaudarotca HIIBC, HeonmmouaHble W ONUOUIHBIE AHAJIBIETHKU, TPULIMKINYECKUE
AHTUJICTIPECCAHTHI, AHTUKOHBYJIbCAHTHI — TONTUpOMAT, rabamnentu [9,47,51].
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Oproneanyeckre onepaiuy Moka3aHbl Ipy HAIUYUU KOCTHBIX AepopMaliuii, CKoI1o3a.

XUpyprudeckue omneparu TakkKe MPOBOJSATCS MPH HATWYNK O0JIE3HEHHBIX HelpoduOpoMm,
JIUTIOM, AITUJIIOM OOJBIINX Pa3MEpPOB, a TAKKE MPU PACTIOTI0KEHUH OITyX0JIH B 00J1aCTH MOCTOSIHHON
TpaBMaTu3anuu. JlyueBas Tepamus M XUMHUOTEpAlMs BBIIOJIHAETCA B CIy4asX MaJMUTHU3ALUU
omyxoueit (3 — 20%) [42,46].

B HacTosimee BpeMs HET KakuxX — JUOO YETKUX KPUTEPUEB TXKECTHU U TEMIIOB
nporpeccupoBanus NF1 maxe y unenoB 1 cempbu. s oqaux mporHo3 OyAeT OJaronpusiTHBIM, IS
JpyTux — KpaitHe cepbe3HbIM. [IpoiomkuTenbHOCTh xKu3HH y manueHToB ¢ NF1, npu 61aronpusiTHom
TeUYEeHUH 3a0oyieBaHus, paBHa cpeaHed B momyssiuud  [44,47]. Takrtuka nedenuss HO2
IIpeyCMaTPUBACT TAKXKE CJEIYIOIUE ATallbl: HAOMIOIEHUE, PEKOMEHJAlUHU, JTy4YEeBYIO TEpaIlulio,
OIlepaTUBHOE BMELIATENIbCTBO.

Lenbto maHHOM pPabOTHl OBUIO MPEICTaBUTh B KaueCTBE WJUIIOCTPATUBHOIO MaTepuaia
coOCTBEHHBIE KJIMHUYecKHe HabmoaeHus Heripogpudbpomarozalu I I Tumos.

[Tox HamuM HAOIIOACHUEM HAXOIMIOCh 7 Aeteit ¢ Heiipodudpomarozom (HD1- 6 yenosek u
H®2-1 pebeHok), KOTOpble HAXOAWIUCh Ha JIEYEHHMH U OOCIEIOBAaHMM B HEBPOJIOTHYECKOM
OTICNICHUH JIETCKON pecryOIMKaHCKON KiauMHUYeckor OonbHuIle! T. Jlyrancka (JIHP) 3a mepuon c
2018 mo 2022 rogsl. Cpeau obOciemxyemMbIx ObLI0 6 MaTb4YMKOB U | I€BOYKa, BO3pACT AeTel Koiedancs
ot 4 no 15 ner (ux cpemuuit Bo3pact cocraBua — 11,5+ 3,5 ner). Poaurenn Bcex MaMEHTOB C
HeilpopuOpomaTozomM mnoanucanad HHGOPMHUPOBAHHOE COIJIACHE HA YyvyacTHe UX JeTed B
KJIMHUYECKOM Ha0JII0JIEHUH, COOTBETCTBYIOLIEM O0CIIEJOBAHUE U JIEYCHHE.

B npouecce HabaroaeHUs ObLIM UCTIOJIB30BaHbL: TPAIUIMOTHHBIE OOIEKIMHUYECKHE METO IbI
UCCIIeIOBAaHKE, ETATBHOS N3YyUCHUE HEBPOJIOIHYECKOro cratyca, nHerpymentansHoe (OKIT, 9XO-
KC, Y3U opranoB OpromHoit mosoctu, D3I), HeitpoBusyanuzanuonnoe (MPT romoBHoro u
CIIMHHOTO MoO3ra) 00CJeI0BaHHe, KOHCYJIbTAIMU CMEKHBIX CIEIHATUCTOB (OKYJIHCT, T€HETHK,
SHJOKPUHOJIOT, HeWpoxupypr). B Buay HEZOCTATOYHOrO KOJIHYECTBA OOJBHBIX CTATUCTHUECKOE
o0cJe1oBaHUE HE TPOBOAMIIOCH.

B pesynbTare mpoBeeHHOTO HAOMIOIEHUS OBLIM MOJMYUYEHBI CIEAYIOIINEe pe3ynbTaTel. Y 4
JeTell KIMHWYEeCKHe MpU3HAaKU HelpoguOpomaTo3a HOCWIM BPOXKIEHHBIH Xapakrep, a y 3-x
MAIUEHTOB, 3a00JIeBaHNE MTPOSBUIIOCH HA MIEPBOM Toly >KU3HH. B 2-X cimyuasix 3a0oseBaHHe HOCHIIO
OUYECBHUJIHBI CEMEHHBI aHaMHe3, TaK Kak y JACAYUIKM M Tanbl o0CIeayeMbIX JeTeld Obul
nuarHoctupoBat | Tun Helipogubpomarosa.

CreyeT OTMETHUTh, MPAKTHUECKH Y BCEX JKEHIIHMH (5 cliydaeB), OTSTOUICHHBIN aKyIIepCKH
aHaMHe3 U Halu4ue 3a00JIeBaHUi B IEpUO OEPEMEHHOCTH — TUIIOXPOMHAsl aHEMUS, TE€CTO3, PE3yC —
KOH(QUIMKT, yrpo3a npepbiBanus OepemenHoctd, Hocutenb TORCH- umH(ekmmu, XpoHHUYECKas
BHYTPUYTpOOHasi TUTIOKCHS TUI0AA, OOBUTHE MYyMOBUHONW. Macca Tesa HOBOPOXKJIEHHBIX, CO CIIOB UX
Marepel, konedbanack ot 2.300 £ 1,200 r u oreHena no mkaine Amnrap B 6,0+1,2 6amnos. Pannee
HEHPO-TICUXUYECKOE Pa3BUTHE TOJBKO y 3-X JeTel MPOXOIWJIO B COOTBETCTBUU C BO3PACTOM, B
OCTaJIbHBIX 4-X HAOJIIOJIEHUAX OTMEYAJIACh 3aJEPAKKA PEUYEBOT0 U MOTOPHOTO Pa3BUTHSI.

Knmanueckas manudecranus HepopuOpomMarosa B 3-x HaOMOIEHUIX OblIa MpecTaBiIcHa
CYIOPOXHBIM CHHIPOMOM, B €IMHUYHBIX HAONIOACHUSAX HMMEIH MECTO HeWpohuOpPOMBI
00J1b111€0€PIIOBOT 0, JTyY€BOI'0 HEPBOB, OYArOBbIE HEBPOJIOTHUECKHE CHHIPOMBI B BUJIE JBUTATEIbHBIX
paccTporCTB (THIIEPKUHE3BI, TEMHIIAPE3, 3aJePIKKa CTATOKMHETHYECKUX (PYHKIIHI), apaxHOUJATbHAS
KHCTA.

V¥ 1 pebeHka B paHHEM BO3pacTe MOSIBUJIACh KHCTa NEpEIHEN MOBEpXHOCTH Ieu, 1 peOeHOK
HaOIroascs y TeMaroiora ¢ MUENIOAUCILIACTUYECKUM CHHAPOMOM M TIEPEHEC OMNepalyio Mepecaiku
KOCTHOT'O MO3ra.

Bo Bcex 7 HaOmiofeHHMAX |y JAeTed MPHUCYTCTBOBAIM  KOXHBIE  MPOSBICHUS
HelipoguOpomMaTo3a—MHOKECTBEHHbIC TUTMEHTHBIC MISITHA Ha KOXKE TYJIOBHINA, IIIEH, JIUIA, 3y ITHON
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00J1aCTH, MaXOBBIX CKJIAJIOK ¥ KOHCYHOCTEH THITA «KO(E C MOJIOKOM», MHOKECTBEHHBIC IIMTMEHTHBIE
HeBychI (puc.3).

Pucynok 3. Koxxubie nposiBiienus HelipodudpomaTosa 1 Tuma: narHa 1seta «kode ¢ MOJIOKOM» Ha
nepeIHed TOBEPXHOCTH KUBOTA U CITUHE, CKOIIJICHUE MEITKUX POJIMMBIX TSATEH Ha OOKOBBIX
MOBEPXHOCTAX KUBOTA U criuHe. MICTOUHUK — COOCTBEHHBIE HAOIIOICHUSI.

B HeBposoruueckoM  crtaryce oOCieAyeMbIX JeTed  NPUCYTCTBOBajJa  CTOMKas
HEBpoJIOTHYeCcKass cumnroMatuka (tabnwmal), xapakrepusyromias aup@dy3Hoe MopaxkeHue
TOJIOBHOTO MO3ra: IepedpacTeHrnueckuii cuuapoM (3 pebeHKa), CHIKCHNE KOTHUTUBHBIX (YHKIHIA
nerkoii (2), ymepensoii (2) u BeipaxkeHnHoi (1) crenenu, riia3oABUraTeIbHbIe paccTpoiicTa (6 meTeit)
B BUjIe CIa0OCTH aKTa KOHBEPTEHIIMH, Pa3HMIIbI TIa3HBIX IMIejed, cTpabu3Ma, HeJOCTATOYHOCTH
(GYHKIUMH JIMIIEBOTO HEPBa 1O IEHTpPalbHOMY THITY (7), MO3)KEUKOBBIC PACCTPOMCTBA — HHCTarMm
TOPU30HTAILHBIN, POTATOPHBIM, aTakCHst (6 YeT0BEK), IKCTPATUPAMHUIHBIN CHHIPOM (2), THUKBOPHO-
TMIIEPTEH3UOHHbIN (4) CUHIpOM, JABUraTelbHbIe paccTpoiicTBa (3) — remumnapes, peduiekTopHas
MUpaMHIHAs HEJOCTATOYHOCTh, mucianus (2), BeretatuBHas qucHyHKusA. (5), SMHICITHUSCKHNA
CUHAPOM B BHJC MapHUAJIbHBIX WU T'CHCPATIU30BAHHBLIX CYJOPOKHBIX IMPUITIAAKOB, PE3UCTCHTHLIX K
MIPOTHUBOCY TOPOXKHOM Tepanuu (6 4eT0BeK).

Tabmuma 1
XapakTepHucTHKa HEBPOJOTHYECKUX PACCTPOMCTB Y MAIIMEHTOB ¢ HeHpohuOpoMaTo3oMm.
Knuanyeckue cuMnTomsl YacToTa BCTpeyaeMoCTH
(abc. uncna)
1-3 roga 4-10 net Bbonee 10 ner
CHixeHue
KOTHUTHUBHBIX (DYHKITHA:
JIETKOE - 1 1
YMEPEHHOE - 1 1
BBIPAXKEHHOE - 2 1
['ma3onBurarensHbie 3 2 2
paccTpoiicTBa
LleHTpanbpHBIN Mape3 JUIEBOro HepBa 3 2 2
[TopaxeHue cIyxoBOro HEPBa
Hapymenne koopauHanuu 2 3 2
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[Topaxenne nepudepruyecKux HEPBOB 2 2 3
LleHTpanbpHBIC TApATHYH 1 3 3
BereraruBHas nucyHKuus 1 2 4

Bcem mamuentam Obiia BeIojHeHa MPT rojgoBHOrO M CIMHHOIO MO3Ta, ITO3BOJIMBIIAS
BU3yanu3upoBath ouaru Hehpodudpomaroza B IIHC. Tak, mo manaeiM MPT B ronoBHOoM Mo3sre
OTIPENICTISUTUCh MHOKECTBEHHBIE MEJIKHE C YETKUMU KOHTYypaMH OYard, THIIEPUHTECHCHUBHBIC B
pexuMe T2 W M30MHTEHCHBHBIE B pekume 11, JOKanu3oBaHHBIE B 0OOJACTH JOOHBIX JOJIEH,
IepeKpecTa 3puTeIbHbIX HEPBOB, THIINOKaMIIa, 0a3aJIbHBIX SJI€P, HOKEK MO3Ta, MapacelyIsipHo, Yallle
CUMMeETpUYHbIe, pazmepamu OT 3-x 10 43 wmm. llpencraBmsier wuHTEepec TOT (DakT, UTO
BHYTPUMO3rOBble  HEHpO(GUOPOMBI ~ HEPENKO  COYETAIMCh C  peTpolepeOeIIipHBIMU
apaxHouaaJibHbIMH KucTamu (3 peOeHka), BHyTpeHHeH ruapouedanueii (3) yMEpeHHOU U TSDKEIOH
cTeneHu BepakeHHOCTH. [lo manubpiM MPT cimHHOrO MO3ra, y 3THX K€ MallMeHTOB HAOII01aInuCh
MHO>KECTBEHHBIE MEJIKOOYaroBble OOpa3oBaHUsA OKpYyTaoi ¢GOpMbI C YETKUMHU KOHTypamu,
pacmoJioKEHHbIE B MO3BOHOYHOM KaHaje, MPEUMYIIECTBEHHO Ha IIEHHOM W TPyAHOM YPOBHSIX,
KOMIIPUMHPYIOIINE CHOUHHOW MO3r, pasmepamu 9-27 mm, couetarommuecs y | pebeHka c
MHO>KE€CTBEHHBIMH HelpoduOpoMamMu B 00acTi Majoro Tasa.

Takxum 006pazom, mpeICTaBICHHbIE KIMHUYECKIEe HAOTIOCHHS TIOTBEPKIAIOT IPUCYTCTBUE
KaK MUHUMYM TpeX KpUTEpUEB YCTAaHOBJIEHHUS JMarHo3a HepoguOpomarosa 1-ro Ttuma: Hajauuue
6osee 10 msaTeH «Kode ¢ MOIOKOM» THaMETPOM CBHIIIE 15 MM; MHOTOYHCIICHHBIEC MEJIKUE MATHA TUTIA
BECHYIIIEK, 0COOEHHO B IMOIMBIIIEYHBIX 00JIACTAX; BEPOSITHOE HAJIMUKE Y POACTBEHHUKOB IO IPSIMOM
nunun (OTel, IeayiiKa) Hepohudpomarosa 1-ro THIA COrJIACHO BBIICTIPUBEACHHBIM KPUTEPUSIM.

Teuenne Heiipodubpomaroza 1uM2-Tro TUMOB OKA3alIOCh, KaK CIEAYET M3 IMPEICTaBICHHBIX
ClIly4aeB, MPOTPECCUPYIOIIUM C OUYEBHUIHBIM HEOIArompusTHBIM MPOrHo30M. Oco0eHHO OBICTPO
MIPOTPECCUPYIOIIMMH OKA3aJIUCh HEPBHO-IICUXUYECKHE, PEUEBBIE PACCTPONCTBA, MAPOKCU3MAIIbHBIC
cocTtosiHUS B myOepratHOM mepuoje. JIaTeHTHO MpoTeKarolue, KOMIEHCUPOBAaHHbBIE (OPMBI IO
HaIllUM JIJAHHBIM, TIEPEXOJAWIIA B KJIMHUYECKU BBIPAKEHHBIM M OBICTPOIPOTPECCUPYIONIHM Mpolecc
IpU BO3JCHCTBUM HEOJIArONpPUATHBIX (AKTOPOB OKpysKaromieil cpeapl (MHOEKIIMOHHBIX OO0JIC3HH,
TpaBMBbI, MATOJIOTHS BHYTPEHHUX OPTaHOB).

B oToll CBsA3M BaxkHas poOJb OTBOAUTCA MEIUKO-TEHETUYECKOMY KOHCYJIBTUPOBAHHUIO C
pacCMOTpPEHHEM BOIIPOCAa O JACTOPOXKICHHUU B CEMbSX C YCTAHOBJIEHHBIM JAMarHo3oM. PaHHee
BbISIBIICHHE HelpopuOpomaroza 1-ro Tuma Ha YypOBHE MEIUATPUUYECKON CIIy>)KObI TO3BOJIUT
OTIPENIEIUTh MEXTUCIUILTMHAPHYIO TAKTUKY AUCTIAHCEPHOTO HAOIOCHUS TPOOaH 12, ACUMIITOMHBIX
(MaJIOCHMIITOMHBIX ) ¥ CHMITTOMHBIX YJICHOB POJOCIOBHON — HOCHTENIEH MyTaHTHOTO T€Ha.

HeobOxomuMo Takke MOAYEPKHYTh BaXKHOCTh TIOBBINICHUS YPOBHS MPOQECCHOHATBHON
MOATOTOBKM M HACTOPOKEHHOCTH Bpadeil NMEPBHUYHOIO 3BEHA 3APABOOXPAHEHMS B OTHOILIECHHUH
BBIABJICHHsI HauboJiee pacpocTpaHeHHBIX (popM (pakomMaTo30B, a TaKKE MPEEMCTBEHHOCTH MEXKITY
CHeIHalMCTaMH  Pa3IMYyHOr0 TpoduiIs C LETbl0 CBOEBPEMEHHOTO TPOBEACHHS KOMILIEKCa
JOTIOTHUTEIBHBIX METOJIOB JMATHOCTUKM W YMEHBIICHHS CTEICHU WHBAIUIU3AIMNHU IallMeHTOB
TPYJOCIIOCOOHOTO BO3pacTa.

[IpuBeneHHbIN BBIIIE aHATU3 JIMTEPATYpbl W PE3yJbTaThl COOCTBEHHBIX HAOMIOACHUI
MO3BOJIIIOT ~ CcliefaTh 3akKIIOYeHHe O TOM, 4YTO HelWpoduOpoMaTro3 UMEET TreTepOreHHOe
MPOUCXOXKACHUE, MPOSABIISIETCA KIMHUYECKH MOPAXKEHUEM BCEX OTAEIIOB HEPBHOW CHUCTEMBI, KOXKH,
MOIKOYKHOM KJIETYATKH, OTIMYAETCsl MPOTPEAUCHTHBIM TeUeHHeM. B 3Toil cBs3u, ocoboe 3HaueHue
MIPUOOPETAIOT BONIPOCHI paHHEW IMAarHOCTUKU IaHHOTO 3a00JIeBaHUs U pa3pabOTKU €AMHOM JeueOHO-
poUIaKTHYECKON TAKTUKH BEJICHUS MAI[IEHTOB.
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