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AnHoTamusi: B mamHOM o0030pe  Jaercs  TIpENCTaBlIeHWEe O  CHEKTpe
HEHPOoo(TaTLMOJIOTMUYECKUX MPOSBICHUN U OCTIOKHEHUN HelpodubOpomarosa 1 tuma
U COBPEMEHHBIX IMOJIXO0JAaX K OIEHKE HUX JUAarHOCTHYECKOTO M MPOTHOCTUYECKOTO
3HadyeHus. [loBBIINIEHWE OCBEJOMJICHHOCTH Bpadyedl pasiaudHoro mpoduis o
JUArHOCTUYECKUX KPUTEPUSIX JAHHOM MaTOJOTMU MOXKET CHOCOOCTBOBATH pAaHHEU
JIMarHOCTUKE, MOBBIIICHUIO KAa4eCTBA MEIUKO-T€HETUYECKOrO0 KOHCYJIbTUPOBAHUS U
OpraHU3aluyd MEAUIMHCKOTO U COLUAIBHOIO COMPOBOXKACHUSA MAIMEHTOB. Y YNTHIBAS
BBICOKYIO YacTOTy M CHEHM(PUYHOCTb, OPTATbMOJOTUYECKHE CHUMITOMBI HUIPAIOT

BaKHYIO POJIb B TIMarHOCTHKE, CKPUHUHTE U MOHUTOPHUHTE Helipodudpomarosa 1 Tuna.
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Abstract: This review provides an overview of the spectrum of neuro-
ophthalmological manifestations and complications of neurofibromatosis type 1 and
modern approaches to assessing their diagnostic and prognostic significance.
Increasing awareness of doctors of various profiles about the diagnostic criteria of this
pathology can contribute to early diagnosis, improving the quality of medical and

genetic counseling and organizing medical and social support for patients. Given the

OHeBHUK Haykn | www.dnevniknauki.ru | CMW 3/1 Ne dC 77-68405 ISSN 2541-8327




2025
Ne7
OJIEKTPOHHBIM HAYYHbBIN )XYPHAIJI « JTHEBHUK HAYKW»

high frequency and specificity, ophthalmological symptoms play an important role in

the diagnosis, screening and monitoring of neurofibromatosis type 1.

Key words: neurofibromatosis, choroidal anomalies, optic glioma, retinal astrocytic

hamartoma.

Heiipodubpomaroz I tuna (HO1) — mMoHOreHHOE ayTOCOMHO-TOMHHAHTHOE
3aboneBanue ¢ mnomynsaiuonHod uactorord 1:2500-3000, Takke H3BECTHOE Kak
Ooonesnp PexnmHrxaysena, sBisieTcs (pakoMaTo3oM ¢ MYJbTHUCHCTEMHBIMU
MPOTPECCUPYIOIIUMU TOPAKEHUSIMU U TEHETUYECKON MPEeApacloNoKEHHOCThIO K
Pa3BUTHIO HEOIUIACTUYECKUX MpoleccoB BceaeAcTBUEe MyTtanmuu B reHe NF1,
Koaupytomiem 6enok Heripodguopomun [14]. HO1 xapakrepusyercs HeHOTUTUIECKOIM
M3MEHYMBOCTBIO M HEMPEJCKa3yeMbIM TeueHrueM. KinHudeckass KapTuHa 3aBUCHUT OT
BO3pacTa, 4TO 3aTPYAHSET JUATHOCTHUKY, OCOOCHHO B TIEPBBIC T'OJABI KU3HH, KOTAA
MEHETPAHTHOCTh €IlIe HemoyiHas, U TUnuuHbll a1 HO1 cumnrTomoxkommiekc He
chopmupoBan. Cpean Hanbosee pacpOCTPAHCHHBIX MPOSIBIICHUI — KOXHbIE (B BUIC
XapaKTePHBIX MMHUTMEHTHBIX IIATE€H), HEBPOJIOTHYECKUE (OMyXOJU IICHTPAIBHON W
nepudeprudyeckoii HEPBHOW CHUCTEMbI, OIWJICNTUYECKUNA CHHAPOM, 3aJepiKKa
TICUXUYECKOTO U PEYECBOr0 Pa3BUTHS, KOTHUTHUBHBIC HAPYIICHUs), TUIEKCH(DOPMHBIC
HelpohuOpomel, ckeneTHble auciuiazuu [14]. JlanHoe 3a0oiieBaHMEe MOXET OBITH
aCCOLIMMPOBAHO C HEKOTOPHIMU (opMaMu O(TaTbMONATOJNIOIMH, BKIIOYAs Y3EIKU
Jluma pamyxHOW OOOJIOYKM TJa3a, TJIMOMBI 3PUTEIBLHOTO IyTH, PETHHAIBHBIE
aCTPOIUTAPHBIC TAMAPTOMBI, XOPUOHUIATLHBIE aHOMAJINU, HEUPODUOPOMBI TITA3HUIIBI
U BEK, MsATHA 1BeTa Ko(de ¢ MosokoM Ha Bekax. J[narnoz H®1 ocHoBaH Ha HelIaBHO
MEPECMOTPEHHBIX KIMHUYECKUX W TeHeTH4ecKuX Kputepusix [14]. BomneueHnue B
MaTOJIOTMYECKUI TpOoLIecC OpraHa 3peHHs] B HACTOSIIEE BPEMsl paccMaTpUBAETCS C
TUATHOCTUYECKUX, MPOTHOCTHYECKUX TIO3UIMHA U HMMEET CaMOCTOATEIHHOE

KIMHUYCCKOC 3HAUYCHHUC, OKa3bIBas BINAHUC HaA aJanTalMOHHBIN MOTEHILIMAI U YPOBCHb
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COIMAIM3AIMU TAIMEHTOB TIPH yTpare 3pUTeNbHbIX (QyHKmwi [1, 2, 4]. Beicokas
CTeTICHb M3MEHYMBOCTH KIWHUYECKOW KapTUHBI U KOMOPOUIHOCTH OIMPEICIISIOT
HEOOXOUMOCTh  KOOPJWHUPOBAHHOTO  MEXKIUCIUIUIMHAPHOTO  MOAXO0Ja K
JMArHOCTHKE W JieueHuto nmaruenTos ¢ HO1 [2, 3].

B JTaHHOM o030pe naercs IIPEICTAaBICHHE 0 CTIEKTpE
HEHPOOPTATELMOJIIOTUYECKUX TposiBieHU u ocnoxHennit H®1, coBpemMeHHBIX
MOJIX0J1aX K OIIEHKE UX TMarHOCTUYECKOTO U MPOTHOCTHYECKOTO 3HaueHus. [IpoBeaen
MOWCK W aHaJu3 JUTEepaTyphl, Kacaromeics HerHpoodTaaIbMOIOTHIECKUX aCIeKTOB
H®1 no cocrosauro Ha 1 mronsa 2025 rona, ¢ ucnoias3oBanueM 0a3 gaHHeix PYHII,
Scholar, PubMed u Scopus.

Pe3ynbTaThl MHOTOYMCIICHHBIX HAOIOIEHUN CBUAECTEIBCTBYIOT O TOM, YTO IO
MeHnblen Mepe y 15-20% nereit ¢ HO1 auarnoctupyercs rivoMa 3pUTEIbHOTO My TH
1 OoJiee YyeM y IOJIOBUHBI U3 HUX HaOrofaeTcs cHmkeHue 3penus [10]. B Hacrosiiee
BpeMsi He cymecTByeT 3((EeKTHUBHOW Tepamuu s BOCCTAHOBJICHHS HIIN JaXe
CTaOWIM3alul TIOTEPH 3PUTENBHBIX (YHKIUN Yy JHI, CTPAAAOIIUX TJIHOMAMH
3pUTENBbHOTO TyTH. OTCYTCTBHE OOIIENPU3HAHHBIX MPOTHOCTUYECKUX MAapKEpOB,
BapraOeIbHOCTh TEUEHUS OMYXOJIM U COCTOSIHHS BU3YaIbHBIX (DYHKIIMHA YCIOKHSIOT
KIIMHUYECKOE BEJIEHUE 3TOTO BHJa HOBOOOpa3zoBaHUil. JleueHrne CUMITOMATHYECKOM
[JIMOMBl  3PUTENBHOIO IMYTH HEIOCTAaTOYHO CTaHAapTH3upoBaHo. Kpome Toro,
OTIpe/IeNIEHUE OCTPOTHI 3PEHUsI Kak Hambojiee Ba)KHOTO MapaMeTpa IMOCIETYIOIIEro
MOHHUTOPHHTA 4acTO ObIBaeT 3aTPYyAHHUTEIBbHBIM, ocoOeHHO y neteit [10]. CormacHo
nanabeiM  Friedrich R.E. ¢ coaBt., mpeoOriamarommM KIMHUYSCKHUM TPHU3HAKOM
CUMITOMATHYECKON TIIMOMBI 3pUTEIBHOTO MY TH SIBIISIETCS] CHUKSHHE OCTPOTHI 3PSHHUSL.
C BbICOKOM YacTOTON oOTMedaroTcsi kocornazue (25%), sx3odramem (23%) u
amOmvonus (21%) ¢ mocnenyromuM pa3BUTHEM SHIOKPUHHBIX HapymeHui (15%).
OmHaKO ATH MPU3HAKUA HE PA3IUYAIIUCh MO TSHDKECTH M YaCTOTE MEXKIY MallMeHTaMH,
MOJTyYaIOIUMU JIeUeHUE, U HAXOAMBIIUMUCSA TOJ MEIULMHCKUM HaOIIofeHueM 0e3
AKTUBHBIX MEIMKAMEHTO3HBIX W XHUPYPIHUECKUX BMEIIATEIhCTB. TakuM oOpa3om,

IMOATBCPANTL BIIMAHUC TCPAIIMKW HA 3PCHHUC Yy IMMAIIUCHTOB C INIMOMaMH 3PUTCIILHOI'O
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nyta, He ynaiock [10]. HaGmonmaromuecs npu HD1 cyOkiImMHUYECKHE H3MCHCHHSI
3pUTENBHBIX IyTEW, HE3aBUCUMO OT HAJINYUA TJIMOMBI, CBSI3aHBI C OCHOBHOM POJIBEO
HelpouOpomMuHa B polecce MUSITMHU3ALMN U MOTYT ObITh UCCIIEIOBAaHBI HA OCHOBE
AIEKTPOPHUNOIIOTHISCKAX METOJOB M ONTHUECKOH KorepeHTHOH Tomorpaduu (OKT)
[10]. B mocneanue romst npu H®D1 ObutM BBISBICHBI HOBBIC TJIa3HBIC MPOSBIICHUS,
OIMUCATEIBHO HAa3bIBAEMbIE «XOpUOUAATBHBIMU aHOMAJTUSIMI,
«TUMEPNUTMEHTUPOBAHHBIMUA ~ MSTHAMH» U «PETUHAIBHBIMU  COCYJIHUCTHIMU
anoManusimu» [16]. XopuounanbHbie aHomanuu (XA) BBINIAIAT Kak SpPKHE
MSATHUCTBIE Y3€JIKH, KOTOpble OOHapykuBaroTcsi ¢ yactoroil 10 100% mpu HO1 ¢
nomorbio OKT. 13-3a cBoel BRICOKOM crieliMUIHOCTH U YyBCTBUTENIbHOCTH K HD1,
OHM ObLITM TOOABJIEHBI B KAU€CTBE KpUTEPHs 0PTaIbMOJIOrHUecKoi Auarnoctuku HO1
KaK ajpTepHATMBA Yy3elkaM Jluma © paccMaTpUBAIOTCS KaK IOTCHIMAJbHBIN
BBICOKOCTICITU(DMYUHBINA U YyBCTBUTENIbHBIN OMOMapkep st ckpununra [16]. Xots XA
ABIIIIOTCS  BaXXHBIMU KpUTEpUsAMU odTampMoniornyecko guarHoctuku HOI1,
THCTOJIOTUYECKUE KOPPENAThI OCTaroTcs cropHbiMU [15]. Cpenu qOMOHUTETBHBIX
IJIa3HBIX TPOSIBIICHUM, CBsi3aHHbIX ¢ HD1, B HacTosiiee Bpemsi paccMaTpPUBAIOTCS
PETUHAIBHBIE MHKPOCOCYIUCTBIE aHOMaiduu. KIMHHYECKOE 3HAY€HHWE HOBOIO
MIPU3HAKA B BUJIE TUIIEPIIMTMEHTHPOBAHHBIX IISITEH TJIA3HOTO JHA HAXOJUTCS Ha JTare
AKTUBHOTO M3yUYeHUS Hapsy C JOCTHKCHHUSIMHU B MOJICKYJIIPHOW ararHocTuke [16].
Cesa3p Mexay HaimuuueM XA W 3pUTENbHBIMU  (QYHKUUSIMH  OCTaeTCs
Hen3BecTHOU. Estrela T. ¢ coaBr. mccnemoBanu B3aMMOCBSI3b OCTPOTHI 3PEHHS C
HaJlMYUEM, KOJIMYECTBOM, OOIIed riomaapl0 XA ¢ TOJIMHONW BHYTPEHHETO
TUIEKCU(OPMHOTO CJO0SI TAHTIIMO3HBIX KJIETOK Yy JETeM C ONTHYECKUMHU TIMOMAMH,
cBsBaHHbiMU ¢ H®1. Pesympratel wuccrmemoBanuii obomx ria3 y 41 pebenka
NOJATBEPUIN, YTO HU MapameTpbl BU3yalbHbIX (yHKIMM, HU nokazatenu OKT ne
ObUIM CBSI3aHBI C HAJIMYHMEM, KOJIMYECTBOM WK oOmiel miomansio XA [8]. Ouenka
JOJITOCPOYHOTO €CTECTBEHHOTO TeueHHs XA mpoBeneHa CoSMo E. ¢ coaBT. B 60b1110#

nerckon monynsiumu  H®1 wa 99 r1nazax 53 nDaunuMeHTOB, YYMTBHIBAs —HX
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IpPOrPEeCCUPOBaHME IO KOJMYECTBY M pa3Mepam IyTeM BU3yaIM3allMd B
uHppakpacHoM auamnazoHe [/]. Mopdonorudeckne xapakTepucTHKd XA ObuH
HOPMAJIM30BaHbI MO0 pa3MepaM JIMCKa 3pUTENIbHOIO HEpPBa C y4ETOM IIpoliecca pocTa
rinasa. KonngecTBo 1 pazmepsl XA 3HAYUTENBHO YBEIUYUINCH BO BpeMsi HAOIIOACHHUS
HE3aBUCUMO OT Bo3pacTa nauuenta. Cosmo E. ¢ coaBT. mpuBenu qokazarenbCcTBa Toro,
yto y nered ¢ HO1 XA u3MeHs0TCsS ¢ TeUEHHEM BPEMEHH, YBEIUYMBASACH KaK I10
KOJIMYECTBY, OCOOCHHO B PaHHEM BO3pacTe, Tak U IO pa3MepaM, HE3aBUCHUMO OT
(U3MOIOTUYECKOr0 POCTa Tiaza. YBeauueHue pazMepoB XA sBISETCS MEIJICHHBIM
IIPOIIECCOM, KOTOPBI OCTACTCS TOCTOSTHHBIM B TEUCHHE TIEpHOa IeTCTBa [7].

HabGmrogeHus ecTeCTBEHHOTO TEUEHUsI XOPUOUAAIbHBIX HepoduOpoMm mpu
H®1 nposenenst Chilibeck C.M. ¢ coaBt. PeTtpocniektuBHbIi aHaau3 106 mamnueHToB,
HAIpaBJIEHHBIX Ha odTanpMonornyeckuii Mouutopunr H®O1, mokazan, uyto
XOpUOUJIaJibHbIe  HEHpo(UOpPOMBI TPUCYTCTBOBAIU y 75,7/% malueHToB C
YCTaHOBJIECHHBIM UarHo3oM. Y 13,5% onu Obuin 0OHApYKEHbI IPU OTCYTCTBUH WIIH
710 MOSABJICHUS y3esKkoB JIuma. ¥ TpeTu naiuueHToB HaOIroAanoch MPorpeccCupoBaHme
pa3Mepa M KOJIMYECTBA XOPHOUJATIbHBIX Hepopubpom. Kak panHwmii, yacrto
BCcTpevarouuiics u nporpeccupytonii npusHak HO1 XA npeacrasistor coOoit
JIOTIOJTHUTEIBHBIN HHCTPYMEHT JiIst AuarHoctuku HD1 y nereit pannero Bo3pacra [6].
V3enku Jluma BcTpeuatorcss y 6onee uem 95% B3pocnbsix ¢ HO1 u menee uem y
MIOJIOBHHEI ieTelt Muasuie 5 net [6, 7]. DopmupoBanuio y3enkos Jlumia npeamecTByer
nosieiieHue XA, TOSBISIOMIUXCA B BUAE SAPKUX IMSTHUCTBIX — oOJacTei,
oOHapyxuBaemMbIx ¢ momouisio OKT, n naeHTHGUIUPOBAHHBIX KaK JOTOTHUTEIbHBIN
o TampMoIOTHYSCKUI KpuTepuii st auarHoctuku HP1 [6, 7].

HccnenoBanusi pacnpocTpaHeHHOCTH XA U y3enkoB JIuma y jgerei, KoTopbie
COOTBETCTBOBAJIM TOJBKO KIMHUYECKUM JTUAarHOCTUYECKUM KPHUTEPHUSIM, U Yy JETeH ¢
MOJIEKYJISIPHO MOATBEpkAeHHbIM Auarno3oM H®1 noxkazanu, uro XA HaOmoganuch
yamie, yeM y3enku Jluma y nereii ¢ H®1 HezaBucuMO OT Bo3pacTa M craryca
MOJIEKYJISIPHOTO MOATBEpkAeHus quarnosa. [lockonbky XA, ooHapyxennsie Ha OKT,

SIBJISIFOTCST OOBEKTUBHBIMA 6I/IOMapKCpaMI/I Hch, COUCTAHUC O(bTaJ'IBMOJIOFI/I‘{eCKOFO
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oocnenoBanusi ¢ OKT Busyanmuzamumeil MokeT yBeNMWYUTHh OS(HPEKTUBHOCTH
nuarHoctuyeckoro mnoucka H®D1 y nereir. XA Oosee pacnpocTpaHeHbl WU
0OHapyKUBAIOTCA PaHbIIE B JETCKOM MOMYJISIMHU 110 CPaBHEHUIO C y3enkamu Jluma,
MO3TOMY Halmure XA JOJHKHO PEryJIIPHO MOATBEPKIAATHCSA Y IETEW C MOA03PEHUEM
Ha HO1 [9].

Moramarco A. ¢ coaBT. onucaay HOBBIM INIa3HOM NMPU3HAK, MPEACTABICHHBIN
oyaraMHM THUIEPTPOPHUUECKOrO CKIEpo3a, KOTopble ObuM OOHapyxeHol y 24,1%
naueHToB ¢ H®1 u Bu3yallbHO ONpPENENsUIMCh NMPU HENPSAMOM OPTalIbMOCKOIHNU
[JIA3HOTO JIHA, Jla3epHOW odrampMockonuu ¢ ynbTpamupokum mnonem, OKT B
OsmKHEM UH(PPAKPACHOM JUana3oHe, HO OHU He ObLIM 3aMETHBI ITPU 3€JIEHOM CIIEKTPE
0 TaTbMOCKONMHU B YJIBTpAIIUPOKOM Mojie. Tonorpaduueckue u MOpQoIOorudecKue
OCOOCHHOCTH TMUTMEHTHBIX W3MEHEHHUU COBMAJalM C YK€ HM3y4YeHHBIMH XA, HE
KOPPENIUPOBAIIN C BO3PACTOM, IIOJIOM U CTENEHBIO TSAKECTH OCHOBHOTO 3a00JIEBaHMS.
belna mpoaeMOHCTpUPOBaHA CTATUCTUYECKH 3HAYMMAsl CBSI3b MEXAY HaJIU4YHEM
O4YaroB TUNEPTPOPHUUECKOIO CKIEpo3a U HEMpOoPUOpoMaMHu, a TaKKe PETUHAIbHBIMU
MHKPOCOCYUCTBIMH aHOMaiusiMH, cBs3aHHbiME ¢ H®1 [18]. Hamuume ouaros
TUNEePTPOYUIECKOTO CKJIepo3a HE SABISETCS OTPULATENBHBIM MPOrHOCTHYECKUM
(pakropom 3a00JIeBaHUS. ITocne MYJIbTUMOJIAIbHON BU3YyaJIM3alUU
IPOJEMOHCTPUPOBAHO, UYTO OuYark rUnepTpoduyeckoro ckiepoza u XA
COOTBETCTBOBAIA OJHOMY M TOMY JK€ THIy MOpPa)XXEHUs, a MpOCTas HEeNpsMas
0 TaIbLMOCKOMNHS [TO3BOJIMIIA TIPOBECTH CKPUHUHT THIIEPTPOPHUUECKOTO CKIEpO3a IpU
HD1 [18]

Heo0OxoaumMo OTMETUTh penkue HeHpoo(TaabMOJIOTHYECKUE CHHIPOMBI IpU
H®I, npencraBieHHbIE B HEMHOTOYHCIIEHHBIX ONMCAHUAX U BaXKHBIE C TOUKU 3PCHHUS
MOBBILICHUS] OCBEIOMJICHHOCTH Bpayeil O KIMHUYECKOM pPa3HOOOpa3uu TIIIa3HbIX
nposiBiacHui (pakomato3o. Tak, Mukit F.A. ¢ coaBT. onucany KIMHUYECKHIA CITydai
aHM30METPONMYECKON  aMONMMONMM  TpU  U30JMPOBAHHOM  OAHOCTOPOHHEU
mMakpoo¢pTanbmuu y nauveHtkn ¢ H®1 npu orcyrcTBum omyxonu. MexaHusm u

JAWHaAMHWKa CHMIKCHUS 3PpUTCIbHBIX q)YHKHI/Iﬁ A0 CTCIICHU CBCTOOIIYIICHUS B TAHHOM
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ClIyyae OCTaJICSi HEBBISICHEHHBIM. ABTOpPBI MOJYEPKUBAIOT BAXKHOCTh PAHHETO
0 TaNIbMOJIOTUYECKOT0 00CIe10BaHus y BcexX narueHToB ¢ HO1 a1 oueHku pa3BuTus
3puTeNbHbIX QyHKIMH [19].

Fukunaga N. c coaBr. mpencraBwiu HaOMIOACHWE KIMHUYECKOTO CiTydas
JIBYCTOPOHHEHN aTtpoduu 3puUTENbHOrO HepBa y manueHTa ¢ HO1 6e3 onTudeckoin
TJIMOMBI, SIBJISIFOIIIETOCST HocHuTelieM MmyTaruu de novo p.Tyr628Ter rena NF1. Ha
¢done HD1 ¢ 14 ner Ha MPOTSHKEHUHM CEMUJIETHETO HAOJIOJIEHUS] TTPOTPECCUPOBATIO
CHUKEHUE OCTpOThl 3peHus. OdTanbMOCKONuUs BbISIBUIA OJEIHOCTh BHUCOYHBIX
MOJIOBUH JUCKOB 3pUTEIILHBIX HEPBOB, UTO OBLIO MOATBEPkACHO pe3ysbratamu OKT,
YKa3bIBAIONIMMHU Ha 3HAYUTEIBHOE JABYCTOPOHHEE MCTOHUEHHE MEPUINAMMIIISIPHOTO
CJIOSl HEPBHBIX BOJIOKOH ceTuaTok. CBsi3b Mexay BapuantamMu NF1 u nBycroponnei
atpodueit 3pUTETHLHOTO HEpPBAa OCTACTCA HESICHOM, 4YTO TpedyeT JalbHEHUIIero
UCCIIeIOBaHMsI Koppensnui renotuna u genotuna [11]. 3a nocnennue necstunetus
OBLJIO 3apPETUCTPUPOBAHO JIUIITH HECKOJBKO Takux Koppemsauuid npu HO1 [14]. Santoro
C. c coaBT. uccienoBanu HaiauuMe XA y MAalMEHTOB C MOJIEKYJSIPHO-T€HETUYECKU
NoATBEPKAeHHBIM quarno3oM H®1 u 3amenoit Argl 809, mpuHamiexkanmx K 4eTbIpeM

HEPOJICTBEHHBIM POJIOCIIOBHBIM. HU y 07THOTO M3 00CIeTI0BaHHBIX CYOBEKTOB HE OBLIO
BoisiBIIeHO XA [20]. 3T0, BepOSITHO, CBHIACTCIBCTBYET O I'€HOTHI-(PEHOTUITHICCKON

accolyalii ¥ MpeArnoJiaraeT, YTo HU3Kas 4acToTa Kak y3enkoB Jluma, tak u XA
MOXeT ObITh XapakTepHa misa nanueHToB ¢ H®1 c 3amenamu Argl809 ¢ menee
TSOKETTBIM (PEHOTUIIOM W TIOTEHITMATBHO OJaronmpusTHBIM MPOTHO30M JUIsl Ka4ecTBa
KU3HH M OXKHMJIAeMOM TMPOJOKUTENILHOCTH KU3HMU. V3BeCTHO, 4TO MyTalus

c.2970 2972del p.(Met992del) Takxe MpUBOIUT K TOOpOKaYECTBEHHOMY (DEHOTHUITY
H®1 B onkonmormuyeckoM acrnekre, Tak Kak y MAlMEHTOB OOBIYHO OTCYTCTBYIOT
KOXKHBIC, TIOJIKOXKHBIC, TUICKCU(DOPMHBIE M CIMHAIbHBIE HEHPOPUOpOMBI U ApyTHE
3nokayecTBeHnble ocnoxkuenuss H®D1, B 1o BpeMs Kak KOTHMTHBHBIA aeduuuT

BCTPCYAIOTCA OTHOCUTCIIBbHO YaCTO U ABJISICTCA OCHOBHOU HpO6JICMOI>i JIIs1 COHHaHBHOﬁ

amanrarmu [2, 3]. [Ipuunna, o KoTOopoi 3aMeHa apruauHa B mo3uiuu 1809 npuBout
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K OTCYTCTBUIO THUNUYHBIX OdTanmpbmosiornuecknx mnpusHakoB H®D1, mo cux mop
HeusBectHa [20].

Hao6mronasmmuiica Stemmer-Rachamimov A.O. ¢ coasr. 17-1eTHHil NamuenT ¢
H® 1 nepenec sHykiealuio JEBOro IJa3a U CYOKYTaHHYIO PE3EKIHI0 BEKa IO
KOCMETHUYECKUM TPUYMHAM. OTHM BMENIATEIhCTBAM MPEANISCTBOBAIN IOJIHAS
OTCIIOMKAa CETYATKH W YETBhIPE OIMEpaIliyd MO PE3EKIIMU MITKOTKAHHBIX OOBEMHBIX
HOBOOOpa30BaHU BeKa U OPOUTHI. B SHYKIEHMPOBAHHOM TJIa3y BBISIBJICH MACCHBHBIM
PETHUHAIBHBIA TJIMO3 C BOBIICYCHHEM OTCIOMBIIETOCS CJOS HEHPOHOB CETYaTKH,
BMecTe (MOPO3HBIM MMOPAKEHUEM BIOJIb XOpUOHUACH. B xopuounsee, uImapHOM Teje
U paayXHOW 000JI0UKe SBHOW HeWpoduOpoMbl HE OOHAPYKEHO, B TO BpeMs Kak
IPHUCYTCTBOBAJIA SMKCKIIepalibHas Helipoduopoma [21].

B coBpemeHHO#l nuTepaType MpEACTaBICHBI JaHHBIE THUCTOJOTHYECKUX
MCCIICJIOBAaHUI PHYKJIEHPOBAHHBIX TJ1a3 manueHToB ¢ HO1. bydransmuueckue riasza ¢
pPaHHUM HAYaJIOM TJIAYKOMBI Ha OJJHOU CTOPOHE OBUIM KIIMHUYECKU TUarHOCTUPOBAHbI
y MalKueHTOB ¢ TeMudanraIbHbIM HEHPOhUOPOMATO30M, KOTOPBI OXBATHIBAT BEKO U
opbuty. I'mcTONOTHYECKHE WCCIEIOBAHUS JHYKIEHPOBAHHBIX C KOCMETHYECKOU
1ebl0 Oy(PTaTbMUYECKUX TJIA3 C OTCYTCTBHEM 3PUTEIBHBIX (YHKIIMA BBISBUJIH
XOPHOUJATbHBIE HEUPOPUOPOMBI, MACCUBHBINA PETHHAIBHBIN TITHO3, XOPUOHUIATHHYIO
3JI0KaYeCTBEHHYIO MEJIAHOMY, BEPETECHOOOpPAa3HOE pACIIUPEHUE 3PUTEIHHOTO HEpBa
[17]. Pe3ynbTaThl MOCMEPTHBIX THCTOJIOTHICCKUX UCCIIeoBanmi 12 T1a3 6 manueHToB
¢ H®I1, mnposenennnic Stemmer-Rachamimov A.O. ¢ coaBT. mnokazaiu
MHOKECTBEHHBIE JIBYCTOPOHHHE MEJIAHOIMTAPHBIE CKOTUICHUS PA3IMYHBIX Pa3MEpOB
B COCYIOUCTOH 00004YKe. DTH pe3yabTaThl CBHIETEIBCTBYIOT O TOM, 4TO XA,
HaOmomaempie Ha OKT, u TUNEepIUTMEHTUPOBAaHHBIE TISITHA, HAOIIOaeMbIe
KIMHUYECKH y marueHToB ¢ HD1, aBusroTcs mposBIECHUSMH MYIbTH()OKATBHBIX
XOPHOUJAIBHBIX MEIaHOIMTAPHBIX KJIACTEPOB, COOTBETCTBYIOLIUX XOPHOUIATLHBIM
MEJIaHOIIMTAPHBIM TaMapToMaM. MHOXeCTBEeHHbIE y3enku Jlumma, oOHapyKeHHbIE BO
BCEX Tja3ax, UMeau MOp(OJIOTUYECKHE XapAaKTePUCTHKH, KOTOPhIE OTINYAIach OT

XOpUOUJIATIbHBIX TamapToM. Takum oOpazom, x0T XA u y3enku Jluiia siBasSIOTCS
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MEJIaHOIIMTAPHBIMU TaMapTOMaMH, CYIIECTBYIOT YeTKHE (PEHOTHUITMIECCKUE PA3TNIUS B
ux Mopooruu [15, 21].

H®1 B coderanuu ¢ 3aKphITOYTOIBHOM II1ayKOMOW BCTPEUYAETCS PEAKO U JIETKO
MPOITYCKAETCSI B KIIMHUYECKUX YCIOBHSIX, OCOOCHHO Yy neTeld. PaHHsIs muarHoCTHKA U
JICUEHHE MOTYT JIaTh XOPOIIIHE pe3yabTaThl. B onrcanuu Jiang M. ¢ coaBT. coo0maroT
0 Clly4ae OJJHOCTOPOHHEH 3aKPBITOYI'OJIBHOM IIIayKOMBI y S-neTHen neBouku ¢ HOPI1 ¢
OOJNBIIIM TOJKOKHBIM MSATKOTKAaHHBIM HOBOOOpPA30BaHMEM U MHOKECTBEHHBIMHU
nsITHaMU 11BeTa Kode ¢ MookoM. ¥Y3enku JIumia 6pu1n oOHapy KeHbl Ha 000UX I1a3ax.
B mpaBoMm rnazy HaOmromasics BBIBOPOT 3pAayKOBOTO Kpas PaayXKh B BEpXHEH H
HUKHEH MOJIOBUHE. MarHuTHO-pe30HaHCHas ToMorpadusi uepena W ria3HULBI HE
BBISIBUJIA HUKAKUX OTKJIOHEHUH. [IpoBeneHHass TpaOEKyIdKTOMUS MO3BOJIMIIA
CTaOMIM3UPOBATh BHYTPUTIIa3HOE JaBiieHue [12].

PerunanbHas acTpouuTapHasi raMapToma SIBIISETCS PEAKON HAaxOJKOW MpH
H®1. DOta omyxonb Moxker ObITh CBsA3aHa C (pakoMaro3aMu WM BO3HUKATH
cnopaguyeckd. [lpy H®D1 onyxonp uMmeeT mNepUNanuIAPHYIO JIOKAJU3ALMIO U
JEMOHCTPUPYET KIMHUYECKH HEeMPEICKa3yeMoe MOBEECHUE, TOITOMY PEKOMEHYETCS
TIIATEIPHOE HAOTIOIEHWE C WCIOJIb30BAHUEM MYJIbTUMOJAIBHOW BU3YaIH3aIlUU.
Abdolrahimzadeh S. ¢ coaBT. onucanu KIMHUYECKUI Ciydai 65-1eTHEro maueHTa ¢
pPETUHAIBHOW acTpOLUTApHOUN ramapToMol, accounnpoBanHoil ¢ NF1. IIpu ocmotpe
MepPETHETO CETMEHTA ObUIN BBISBIICHBI IBycTOpOHHUE y3enku Jluma. [To pesynbpraram
OKT BbIsiBIEHBI XOpUOHIATIbHAS TAMAPTOMa, MUKPOCOCY/IUCThIE U3BMEHEHUS CETYATKU
M YBEIWMYEHHBIE XOPUOUJAIBbHBIC COCYIAbl B 00OMX TJa3aX, B MPaBOM TIJja3y
oOHapy)KeHa TMepUIanWUIsApHAs pEeTHHAJbHAS acTpolUTapHas ramaproma [5].
Hadjistilianou T. ¢ coaBT. mnpeacTaBuiM  KIMHHUYECKHE JI0KA3aTeIbCTBa
OJTHOBPEMEHHOTO  HAJIWYWSA  ACTPOIUTAPHOM  OMYyXOJM CETYaTKh ¢ JBYX
aCTPOLIMTAPHBIX raMapTOM CeTUaTku y 15-netHero nanuenta ¢ HO1 [13].

JlaHHBIE COBPEMEHHOW JHMTEpPATypbl CBUICTEIHCTBYIOT O 3HAYUTEIHHOM
pazHooOpazuu 0 TaTEMOJIOTUUECKUX MIPOSIBJICHUI H®DI1. [ToBeIlIEHUE

OCBCIOMJICHHOCTHU Bpaqeﬁ Pa3IN9HOIrO l'IpO(bI/IJI}I O MOJICKYJISIPHBIX, KIIMHUYCCKHX, B
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TOM YHuCI€ — O(PTaTbMOJIOTUYECKUX, AUarHocTuueckux kpurepusix HD1 moxer
CIOCOOCTBOBAaTh PAHHEW IMArHOCTHKE OCHOBHOI'O 3a00JIEBAHUS, CBOEBPEMEHHOMY
HA3HAYCHUIO IIATOTCHETUYECKOM Tepalmuud W IIOBBIIICHUIO KAadecTBa MEIUKO-
T€HETUYECKOr0 KOHCYJIBTUPOBAHMS M OPraHM3allM¥ MEIULMHCKOTO U COLHUAIBHOTO
CONPOBOXKIICHHSI TMAIMEHTOB W WX ceMeil [1]. YuuThiBas BBICOKYIO YacTOTy H
CHEHU(PUIHOCTb, O(PTATBMOJOTHUYECKHE CHMIITOMBI HWIPAlOT BAXHYIO pPOJb B
IUArHOCTUKE, CKpUHUHTE U MOHUTOpUHre H®1. [l noaTBepKaeHusl KIIMHUYECKOTO
JMarHo3a B COMHUTENIbHBIX CIIy4asX, paHHEH HMJIEHTU(UKALWUU T'€HOTHUIA U MOUCKA
KOPPEJSIUU C OMPEJCICHHBIM (DEHOTHIIOM OCHOBOIIOJIArarollee 3HAYCHHE HMEET

MOJICKYJIIPpHAA JUATHOCTHKA.
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