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AnHOTanua

BBegenmne. Heitpodpubpomartos I Tumna (NF-1) — Hac/IeCTBEHHbBI OITyXOJEBbIii CUHIPOM, XapaKTepu3syio-
MIUICST He TOMBKO PA3BUTHMEM KOKHBIX, IIOAKOKHBIX U TIEKCUGMOPMHBIX HEMPOGUOPOM, IIMOM 3PUTETbHBIX
HEPBOB ¥ KOTHUTUBHBIX PaCCTPONMCTB, HO ¥ OPTOMNEANYECKON MaTOJNOrMeil. AKTYaJbHOCTh MCCIeIOBaHUS
0CcobeHHOCTel KIMHMUeCKuX MposiBaeHnii NF-1 06yc/ioBaeHa YacTbIM Pa3sBUTHMEM CKeJeTHBIX aHOMAaJIMIA
y MalMEeHTOB, TPEOYIOMIMX CIiel(MuecKoro Moaxoaa B JIEUeHNM B CBSI3M C BO3MOXKHBIM HAJTMUMEM OITyXoJe-
MTOIOGHBIX MPOIIECCOB B 06/IACTSIX MTOPAKEHMST KOCTE 1 CYyCTaBOB.

Ilesp paGoOThI — OIPEOEIUTh YACTOTY BCTPEUAEMOCTHM OPTOIEANUECKO ATOIOIUN ¥ 0COGEHHOCTH ITPOSIB-
JIEHUSI XapaKTePHBIX 1)1 3a60ieBaHMs MPU3HAKOB Y 60sbHbIX NF-1 B Pecniyonuke BamkoprocraH (PB), cpas-
HUTD MTOJTyUYeHHbIE Pe3Y/IbTaThl C JTaHHBIMU MUPOBOIt CTATUCTUKIA.

Marepuasbl U MeTOAbI. MaTepuar 1jis UCCIeOBaHUS — aMOY/IaTOPHbIE KapThl MAlleHTOB C KITMHUYECKUM
IMarHo30M «HelipodubpomaTos I Tuma», pe3ynbTaTsl 1a60PaTOPHBIX ¥ MHCTPYMEHTATbHBIX MCCIeI0BaAHMIA.
[IpoBenieH peTPOCIEKTMBHBIN aHAIM3 YaCTOThl BCTPEUAeMOCTM OCHOBHBIX KJIMHUUYECKUX TposiBiaeHuit NF-1
U OPTONEeAMUYECKOi MaTosoruu. Mcrnoab3oBaHa MHTEPAKTUBHAS TAaOIMIIA COMPSKEHHOCTU 2 *x 2 C BBIUMCIIE-
HMEM CTaTUCTUK CBS3M (KpuTepuii IIupcoHa x2) ¢ momnpasKoii Meiitca Ha HelpephIBHOCTD, pa3paboTaHHas
B.I1. JIeOHOBBIM, BBITIOJTHEH aHAIN3 YETHIPEXTIOIbHBIX TAOGINLL COTTPSKEHHOCTH.

PesynbTaThl U 06cykaeHue. Yactora Bcrpeuaemoctyi NF-1 B PB B 2024 rogy cocraBmia 1:7407, yto B 2,3 pasa
peke, ueM B cpemgHeM o Mupy (1:3000 uenoBek). OnpenesneHbl: pasBuTHe ckonuosa —y 17,4 %, nepopmanys
IPYIHO KIeTKU — Y 5,3 %, riceBmoapTpo3 — y 3 %, nucMmopdusm aua — y 9 %, Huskuii poct —y 13,8 % 601b-
HbIX. ClTyyay OCTeoIopo3a, aCMMMETPUM JINIa U JUCIUIA3UM KpbLIa KIMHOBUAHON KOCTU Yy 60bHBIX NF-1
B peruoHe He 3aperucTpuUpOBaHbl. IIpy IMOMOIIM YeThIPEXIIONbHBIX TAOIUI COMPSIKEHHOCTU OIMpeaeeHo
CTAaTUCTUYECKM 3HAUMMOE OTINYME YACTOThI BCTPEYAEMOCTY OPTOIemNYecKoii maTosornu y 60abHbIX NF-1
13 PB. ComTacHO peTpoCIIeKTMBHOMY aHajM3y, YaCTOTa BCTPeYaeMOCTY OPTOTIeANIECKOI MTaTOIOTUN Y 6OJThb-
HbIX NF-1 n3 PB okasanach cTaTMCTMUYECKM 3HAUMMO HIDKe, YeM B CpeHEM 10 MUPY, YTO CBULETENbCTBYET
0 HEeOOXOAVMOCTY BHECEHUS KOHCY/IbTallM OPTOIea B MeAMKO-9KOHOMIUYECKMe CTaHAaPThI IJ1s1 CBOeBpe-
MEeHHOT'O BbISIBJIeHMS IaTOJIOTUM 1 Ha3HAYeHMS JIeueHUSI.

3akmoueHue. AHa/M3 0COOEHHOCTE IPOSIBIEHIT OPTOIIeIMU€eCKOli MaTonorun y 60nbHbeIXx NF-1 n3 PB mo-
Ka3aJl CPaBHMMYIO C MMPOBBIMMU JAHHBIMM YaCTOTY BCTPEYAEMOCTH AedopManyy IpyIHON KIeTKM, CKOIN03a,
HM3KOI'0 pocTa 1 rncesgoaprposa. OgHako y nauyeHToB ¢ NF-1 13 Pb onpeneneHna qocToBepHO 60siee pemKkast
perucTpaumsi CKeJIeTHbIX aHOMAJINI B LIeJIoM, AucMopdusma ania, Makpoiedanuu. JJaHHbIX 06 0CTEONOpPOo-
3e, aCMMMEeTPUM JIUIIA U JUCTUIa3UM KPbLIa KIIMHOBU/THOM KOCTH, XapaKTePHBIX 17151 60/bHbIX NF-1, B ipoaHa-
JU3VPOBAHHOI IpyTire He o6HapykeHO. Y 60/bHbIX NF-1 ¢ opTOneanveckoii maToyorueii BoIIBJIE€HbI 6oiee
YyacTble TPYOHOCTY B 00yYeHUM B CPAaBHEHUM CO BCeli Tpymmoii manueHToB ¢ NF-1 n3 PB.

KiroueBbie c1oBa: nedopMaius TPyoHON KIETKH, HeiipopubpomaTos I Tuma, ocTeornopos, IceBmoapTpos,
CKOJIMO03, 4YaCTOTa BCTPEYaeMOCTHU
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Abstract

Background Neurofibromatosis type 1 (NF-1) is a hereditary tumor syndrome characterized by cutaneous,
subcutaneous and plexiform neurofibromas, optic nerve gliomas, cognitive disorders and can be associated
with orthopedic pathology. Clinical manifestations of NF-1 include skeletal abnormalities requiring a specific
approach to treatment of the tumor-like processes in the involved bones and joints.

The objective was to determine the frequency of orthopedic pathology and clinical manifestations of the disease
in NF-1 patients seen in the Republic of Bashkortostan (RB) and make international comparisons.

Material and methods Outpatient records of patients with a clinical diagnosis of NF-I, the results of laboratory
and instrumentation studies were examined. A retrospective analysis of the frequency of occurrence
of the main clinical manifestations of NF-1 and orthopedic pathology was conducted. An interactive 2 x 2
contingency table was used for calculation of association statistics (Pearson y? criterion) with the Yates
correction for continuity developed by V.P. Leonov and four-field contingency tables were analyzed.

Results and discussion The incidence rate of NF-1 was 1:7407 by 2024 in the RB, which is 2.3 times less
than the world average (1:3000 people). Associated malformations included scoliosis seen in 17.4 %, chest
deformity observed in 5.3 %, pseudoarthrosis in 3 %, facial dysmorphism in 9 %, short stature in 13.8 %
of patients. Osteoporosis, facial asymmetry and sphenoid wing dysplasia were not observed in NF-1 patients
in the region. A statistically significant difference in the frequency of occurrence of orthopedic pathology was
determined in patients with NF-1 from the RB using four-field contingency tables. A retrospective analysis
showed a statistically lower incidence of orthopedic pathology in NF-1 patients of RB as compared to the
world average which indicated the need to include orthopedic consultation in medical and economic standards
for the timely detection of pathology and treatment.

Conclusion Analysis of orthopedic pathology in NF-1 patients from RB showed the occurrence of chest
deformity, scoliosis, short stature and pseudoarthrosis being comparable with world data. Skeletal anomalies,
facial dysmorphism and macrocephaly were not common for NF-1 patients of RB. No cases of osteoporosis,
facial asymmetry and sphenoid wing dysplasia being characteristic of NF-1 patients were detected
in the patients. Learning difficulties were more common for NF-1 patients with orthopedic pathology
as compared to NF-1 patients of RB.

Keywords: chest wall deformity, neurofibromatosis type 1, osteoporosis, pseudoarthrosis, scoliosis, frequency
of occurrence
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BBEIOEHUE

Heitpodn6pomaTo3 06beIMHSIET TPU HO30JIOTUM, KOTOPBIE MMEIOT Pas3IMUHYI0 TeHETUUECKYIO ITPUPOY: Heli-
podubpomaros I Tuma (NF-1), Heitpodubpomaros II Tuma u mBaHHOMAaTo3. NF-1 SIB/IsIeTCSI MOHOT@HHBIM
3ab0ieBaHNeM, 0OYCIIOBIIEHHBIM e TePO3UTOTHBIMY MYTAIMSIMM B TeHe-CcyIpeccope orryxoseit NF1, pacmomno-
>KEHHOM Ha JNIMHHOM Iteue 17 xpomocomsl (17q11.2) [1]. [To ganHBIM IpOBeReHHOTO MeTa-aHanmsa [2], NF-1
BCTpeYaeTCs C YaCTOTOM B cpegHeM 1:3164 HaceneHNUsI B MUPE, BAPbUPYS B Pa3/JIMUHBIX MOMYISLMIX OT 1:2020
o 1:4329, a 3ab6oneBaeMocTh — OT 1:1968 o 1:3601 (B cpemHeM 1:2662). OKoI0 MONIOBMHBI cryuyaeB NF-1
SIBJISIIOTCST CEMEITHbIMY, BCIEICTBME Tepefaun 3a60/1eBaHMsI CJIeTyI0NeMYy TOKOJIeHUIO TI0 ayTOCOMHO-I0MMU-
HaHTHOMY TMITYy, TOTA KaK Apyras [oJ0BM/HA C/yyaeB — CIOpaAuyeckyue, BbI3BaHHbIe BHOBb BO3HUKUIMMU
MYTalMSMMU B ITOJOBBIX KeTKax ponuteneii [3]. NF-1 — 3T0o Hac/eICTBEHHbIN ONyX0JIeBbIVi CMHIPOM, XapaK-
TEPHBIMU TIPOSIBIEHUSIMIM GOJIE3HU SIBJISIOTCS MHOXKECTBEHHbIE MMTMEHTHBIE MITHA I[BeTa Koge-C-MOJIOKOM
(¢ppany.: café-au-lait macules, CALM), nmameTpom Gojiee 5 MM B momybepTaTe 1 601ee 15 MM B ITOCTIyOep-
Tate, 99 % 13 KOTOPbIX MPEACTABISIOT 060 OIyXojeBble pa3pacTaHusl MeJaHOIIMTOB B KOXKe BCIEICTBYE
MOTepYU TreTepo3UroTHOCTH B reHe NFI [4], raMapTOMbI pagy>KHOI 060704YKM 17183 (y3€JIKOB JIuIia), KOKHbIe
U TIOJKOKHBIE Helipo(duOPOMBI, IIMOMBI 3PUTEIbHBIX HEPBOB U IIeKcubopMHbIe Heiipodubpomsl. Crell-
nduueckme mast NF-1 KOCTHbBIE OUCITIA3UYM BKIIOUAOT BPOKIEHHBIN JIOXKHDIN CyCcTaB (ICEBIOAPTPO3) U/VIIN
MCTOHUYEHME KOPTUKAIBLHOIO C/I0S AJIMHHBIX TPYOUAThIX KOCTE, MMCIUIa3UI0 KIMHOBUIHOM KOCTU, CKOJIMO-
TUYECKYIO/KMDOCKOMMOTUUECKYIO JTedopMaliio TTO3BOHOYHMKA U JedopMaIinio rpyqHOi KIETKU TI0 TUITY
BOPOHKOO6pa3Hoi/kuneBuaHol [5]. CormacHo kputepusam NIH (anen.: National Institutes of Health), mpu 06-
Hapy>KeHUM IBYX U3 3TUX NPU3HAKOB, AuarHo3 NF-1 ycraHaBauBaroT KauHuyecku. [Ipy Hanmumm mogTBepK-
nenHoro ciayvast NF-1y KpoBHBIX POACTBEHHUKOB JJOCTATOYHO OHOTO IIpM3HaKa 6oe3Hu [6].

Hamnbonee pacnpoctpaneHHbIMY 17151 601bHBIX NF-1 SIBJISIIOTCST omTyxoseBblie TposiBiaenust. Tak, CALM ompe-
nensiioTy 96,5 % nanneHToB ¢ NF-1, BeCHYIITYaTOCTD ITOIMBIIIEUHBIX 1 ITaX0BBIX 061acTeit —y 90 % [7]. KoskHbie
VI/VITU TIOIKOSKHbBIE Hetpod1OPOMBI BBISIBIISIIOT 60s1ee ueM y 99 %, raMmapTOMbI pamLyskKHOI 06010ukM r71a3 —y 70 %,
iekcu@opMHbIe Helipodn6poMbI — y 1o0BUHBI 60MbHBIX NF-1 [6]. XapakTepHO Takke MOpaskeHe TOJIOBHOTO
MO3Ta B BIJIE IJIMOM 3pUTEbHBIX HEPBOB — B 27 % cirydaeB NF-1, oryxosneri ronoBHoro mo3sra — B 10 %, ruapo-
tedanuu — B 7,7 % [8], smtenicun — B 8,1 % [9]. TsokenbimMu ocnokHeHMsiMuM NF-1 sIB/ISI0TCS 3710KaYecTBEHHbIE
omyXoJu 13 oboouek repudepndeckux HepBoB MPNST (awes.: malignant peripheral nerve sheath tumors), xo-
TOpbIe onpenensioT y 13 % naumeHToB ¢ NF-1, Kak ipaBuiio, B pesy/bTaTe [epeposkaeHNs yKe CYIeCTBYIOLNX
TUIEKCU(BOPMHBIX HelipodMOPOM, /I/1s1 JAHHBIX MAIMEHTOB XapaKTepHa BbICOKast JIETaIbHOCTD [10].

IMomuMo oryxoneBbIx mposiBiennit NF-1 y Bcex maryeHTOB Ha6mogaioT nuddysHble, 3aMeTHbIE Ha MTPOTS-
SKEHUM BCeil KM3HM, KOTHUTYBHbIE HApYIIeHUs, IpuBopsiye B 40 % ciaydaeB K TPYIHOCTSIM B 00yueHUN [3],
a Takke yacToe MmopakeHue ornopHo-asuratenbHoii cuctembl (OC). CornacHO IMpoOBeAeHHOMY MeTa-aHalu-
3y [11], npmbnusuTensHo y 26,6 % maimeHToB ¢ NF-1 numeeTcst ckonmno3s. Kak rmpaBuio, OH pa3BMBAEeTCS B paH-
HeM JIeTCTBe, Hanbojiee YacTo mopaskasi TPYAHON OTAeN TO3BOHOYHMKA. JJOCTOBEpHOI KOPPeIILun MeXKIy
ckoo30Mm 1 reHoturioM NF-1 He BbisiBIeHO. B cpemHem y 24 % 6ombHbIX NF-1 B MUpe onpeaessiioT HU3Kuit
poct [12],y 5 % — niceBmoapTpo3 [6], KOTOPbIi pa3BMBaeTCs BCIEACTBIE 06pa3oBaHyst GUOPO3HBIX TAMapTOM
IUIMHHBIX TPYOUAThIX KOCTE C IoTepeit rerepo3uroTHocTy reHa NFI B TaHHbBIX TKaHSX [13]. B COBOKymHOCTHU
CKeJIeTHbIe aHOMAaJIMy OTpemessioT He MeHee ueM y 60 % 60abHbIX NF-1, OHM YacTO SIBJISIIOTCS TSKEIbIMMU
CITy4asiMu, TPEOYIOIIVIMIM OTIePaTUBHOTO JeueHus [14]. Tak, s neueHus nceBaoaptposa mpu NF-1 mucnomnb-
3YIOT MCCeUeHre TKaHeli (G1OPO3HBIX TaMapToOM C TOoCIeAyIolleli Koppeknyei anmaparom Mimnsaposa [13].
CrioHgMIomes3 M TeXHMKA PACTYIIMX CTePsKHEN Tpu JiedeHUM cKommo3a y 60mpHbIX NF-1 mokasanu mydmive
pe3yIbTaThl C TOUKM 3peHus 3pbeKTuBHOCTY 1 6e3omacHocTy [11].

XapakTepnyo a5t NF-1 nycruia3mio Kpblia KIMHOBUHOM KOCTY OIIpeLleSItoT B CpefHeM Y 9 %, acCMMMeTpUIo
muua —y 10 %, makpouedanuio —y 25 % [15], aHomanuu yeperna, IpMUBOASIIMe K IUIeBOMY AUCMOPOU3IMY —
y 53 % mauuentoB ¢ NF-1 [16]. ledopmanyst rpyqHO KIETKU BbIsiBJieHA Y 3,5 % 60onbHbix NF-1, 4TO 3Ha-
yyTeabHO BbIlle o6imeii momymsiuyy (0,3 %) [17]. [IpoBeneHHsblit MeTaaHanu3 [18] mokasan, uto mpy NF-1
HaOJTIOAI0T CHIKeHVe MUHePaIbHO TVIOTHOCTY KOCTHOM TKaHM B TIOSICHUYHOM OTZeJie TO3BOHOYHMKA U Oe-
I PeHHOJi KOCTH C IIOBbILIEHMEM B KPOBYM YPOBHEl apaTropMoHa 1 C-TeslonenTuaa KojijiareHa epBoro TUIa,
a TaKkKe CO CHIDKeHMeM IesIouHoi docdaTaspl, Kanbuysi, BUTaMmuHa D, 0OCTeOKaIbIHA, MapKepPOB hopMupo-
BaHMSI KOCTHOJ TKaHM 10 CPAaBHEHMIO CO 3J0POBBIMM JIIOAbMMU. B CBSI3M € 3TMM y MOJOBMHBI TAl[M€HTOB Aya-
THOCTUPYIOT 0CTeomnopo3 [19]. AKTyaJIbHOCTb MCCAeIOBAHMS OPTOIeANYECKOil maToaoruu y 60mbHbIX NF-1
006yCI0B/IeEHa HEOOXOAMMOCTHIO CUCTEMATHU3AIMM JAHHBIX 00 0COOEHHOCTSIX PACIPOCTPAHEHHOCTU CKeJIeT-
HbIX aHOMAQJINI Y TTALIMEHTOB U3 Pa3IMUHbIX PETMOHOB, OOHAPY)KeHEM 0COOeHHOCTel OKa3aHMsSI MeIUIIVH-
CKOJi TIOMOILM C 1Ie/TbI0 X KOPPEeKLNN.

Ilesb paGoThI — OMpEIeTUTh YaCTOTY BCTPEUAEMOCTY OPTOITeMUECKO MaTOOTUU U 0COGEHHOCTH TIPOSIB-
JIEHMST XapaKTePHbIX JJIs1 3a060IeBaHMsI TPU3HAKOB y 601bHbIX NF-1 B Pecry6nuke BamkoprocTaH, CpaBHUTD
TTOJTyYE€HHbIE PE3YJIbTAThI C JTAHHBIMY MUPOBO CTATUCTUKNA.
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MATEPUWAJIBI U METO/bI

IMpoBemeH aHaaM3 0COGEHHOCTEN OPTONeIMUECKOi TTaToOrUM Y 60bHBIX NF-1 13 Pecity6mky BakopTocTaH
(PB), cocTosIIyX Ha yyeTe y Bpaua reHeTHKa B Pecry6MKaHCKOM MeAVKO-TeHETUECKOM I[€HTPE C yCTaHOBJIEH-
HBIM IVarHO30M «Helipodubpomaros I Tuma». Beero ucciemoBaHo 543 6ombHbIx NF-1 13 433 cemeii B Bo3pacTe
ot 1 o 85 net (cpemunii Bo3pact — 30 jieT U 7 MeCSILEeB), U3 HUX MY>KUMH — 259 (48 %), sxkeHmuH — 284 (52 %).
MPT 6bu1a mpoBeneHa 60 mamyentam, KT — 28, maHHbIe 0 peHTreHorpaduu 1 JeHCMTOMETPUM B aMOy/1aTop-
HBIX KapTaxX He IpeACTaB/ieHbl. M3 Bcex MamyeHToB yeTbipe 60abHbIX NF-1 MMoimyJaroT jeueHne MHIMOUTOPOM
MUTOT€H-aKTMBUPYeMO MPOTeMHKMHA3BI (CeTyMeTUHMO MM KOCemyTo). Bee uccnemoBanms TpoBeeHsI C Co-
6JTI0IeHieM HOPM OMOMEIUIIMHCKOM 3TUKYM M COOTBETCTBYIOT cTraHmapTam GCP (awnen.: Good Clinical Practice).
ViccmemoBaHbl 0COOEHHOCTY KIMHMUYECKuX MmposiiaeHuit NF-1 y 60ombHbIX 113 PB, IIpoBefeHo cpaBHeHMe IOMy-
YEHHBIX JaHHbBIX C 0OIEMUPOBLIMM JaHHBIMM, & TAK)Ke CPaBHEHIME YaCTOThI BCTPEYAEMOCTHM U BhIPAsKEHHOCTD
OTIYXO0JIEBOTO CMHIPOMA Y GOJIbHBIX CO CKEJIETHBIMM aHOMAaJIMSIMU C 00111l rpymnoii naiyeHToB ¢ NF-1 13 PB.

[ TonTy4eHys KaueCTBEHHBIX OMHaPHBIX TaHHBIX IPOBOAVIIN CTATUCTUUECKYI0 06paboTKY C MCIIONb30BaHN -
€M MHTepPaKTUBHO TaGIMUITbI COTTPSIKEHHOCTHM 2 % 2 C BBIUMCIEHMEM CTaTUCTUK CBSI3U (KpuTepuii [TupcoHa y?)
C ToTpaBKoii MeiiTca Ha HelpepbIBHOCTD, paspaboTtanHoii B.I1. JleoHoBbIM (http://www.biometrica.tomsk.ru/
freq2.htm), ananu3a yeThIPEXTIOAbHBIX TAOINI] CONTPSDKEHHOCTHM Ha caiiTe https://medstatistic.ru/calculators/
calchi.html. [TomumMo cTaTucTMUECKOTO aHAIM3a TPOBELEeHO MOJIEKY/ISIPHO-TeHeTUUeCKoe MCccaeoBaHme 00-
pasuoB THK 6onbHbIx NF-1, B pesynbrare uero y 20 U3 HUX ObUTM MAEHTUGUIMPOBAHBI MyTaliy B TeHe NF1.
U3 544 nmauuentoB ¢ NF-1 BocbMU MpOBefeH MOAPOOHBI OCMOTP O(TaabMOJIOra, KOTOPBII 0OCMaTpPUBAJ
GOJIbHBIX C TIOMOIIIBIO IIIeIeBOIA JIAMIIBI JIJIST BHISIBJIEHMSI TAMApPTOM PaTy’KHOI 0O0TOUKM.

PE3VJIBTATBI 1 OBCY)XXJIEHUE

B PB sapeructpupoBaHo 543 6onbHbIX NF-1 13 433 cemeii. C yueToM HaceleHUs pecITybInKi, 4acToTa BCTpe-
yaemocTu 6ome3uu cocraBuia 1:7 407 yenoBek, uTo 6ojiee UeM B [IBa pasa OTAMYAETCS OT 0OIIeMMUPOBOTO
nokasaresis (1 Ha 3 164 Hacenmenwmst [2]). VI3 543 onmcaHHBIX MALMEHTOB Y 245 (45 %) BbIsIBIeHO Hac/lefOBaHKe
3a00/IeBaHMSI OT OJHOTO M3 poauTesieit, Torga Kak y 299 (55 %) — cnopaguueckue ciaydyau 6e3 ceMeitHOTO
aHaMHe3a, YTO COOTBETCTBYeT JaHHBIM APYTUX McciaenoBaTeneii [3]. COOTHOIIeHMe MY>KUMH K KEeHIIVHAM CO-
CTaBUJIO TIpUGMM3UTENbHO 1:1.

[MurmeHTHBIE TISITHA orpeneieHbl Y 100 % 60mpHbIX NF-1, TOCKOIBKY JaHHBIN KPUTEPHUIA ObIT OCHOBHBIM JIJIST
MOCTaHOBKM AuarHo3a. Heo6xonyumo yuecThb, YTO MOJ00HbBIe MSITHA Ha KOKe, CXOAHbIe ¢ TakoBbIMU ITpu NF-1,
MOTYT BCTPeUaTbCs U MPU APYTUX HACTeACTBEHHBIX OIyXOJIeBbIX CMHIPOMAX, TAKMUX KaK TyOepo3HbIit CKile-
po3 [20], cungpombl Leopard [21], Hynan u Kocrenno [22], KoyneHna [23], ITeiitiia-Erepca [24], Jlernyca [25]
1 Helipodubpomaros II tumna [22]. [TosTomy ITpu nocTaHOBKe AuarHo3a NF-1 1cromb30BaHO He MeHee IBYX
KpuTepues, ycraHOBIeHHbIX NIH [6]. JIumb y 314 nanmeHToB (58 %) 06HAPYsKeHbI KOXKHbIE WM ITOIKOKHbBIE
HelipoGuOPOMBI, YTO TOCTOBEPHO HIDKE, YeM B cpefHeM 1o Mupy (99 %) [6].

He HalimeHO maHHBIX 0 HaMuuuy y 60abHbIX NF-1 13 PB 3/10kauecTBeHHBIX omyxoseit MPNST, koTopble BCTpe-
yatoTcs y 13 % 6ombHbIX NF-1 [10]. KoruutusHbI fedunnt onpeneneHy 79 (14,5 %) 6ombHbIX 13 PB, uTO Takske
IIOCTOBEPHO HIKe Pe3ynbTaToB gpyrux uccnenosateneli (40 %) [3]. Vuactu nauyenTos ¢ NF-1n3 Pb onipeneneno
MopaskeHue roJIOBHOrO MO3ra, Bei3biBaloliee y 20 (3,7 %) 60nbHbIX NF-1 snumencuio, y 23 (4,23 %) — rumpoiie-
dannio, y 21 (3,86 %) — omyxonu roloBHOro Mo3ra, y 28 (5,15 %) — KuUCTbI TOJTOBHOTO MO3Ta, UTO CTaTUCTUYe-
CKM He3HAYMMO OTVIMYAETCS OT JAHHBIX IPYTUX uccienoBareneii [8, 9, 26]. Y 6onbHbix NF-1 13 PB mocToBepHO
6osee pPemKo IO CPAaBHEHUIO C MUPOBBIMU UCCIENOBAHUSIMMU [6, 8] BBISBIEHBI ITIVIOMbBI 3PUTEBHBIX HEPBOB
(n =34; 6,25 %), utekcubopmMHbIe HeitpobmopoMbl (n = 38; 7 %) u y3enku Juma (n = 5; 1 %).

[TnekcudopmHbie HeitpodUOPOMBI MOTYT O6bITh OOHAPYKEHBI KaK IMPY BU3YaJTbHOM OCMOTpE, Tak U C TIO-
moiubo MetonoB MPT u KT [27]. IX OT/IMUUTENbHBIMU YepPTaMMU SIBJISIIOTCSI HEUeTKMe IPaHuLIbl C MHBa3Ne
B OKpYysKalolye TKaHM C PACIOoNoXKeHMeM BIOJIb HEPBHBIX CTBOJIOB, pa3pacTaHueM BOKPYT TedopMUpOBaH-
HBIX HEPBHBIX ITYYKOB C pa3pacTaHKeM BI0JIb COCELHMX HEPBHBIX BeTBeI, MbIIIL M KOXU [28]. B cooTBeTCTBUM
C 3TUMMU KPUTEPUSIMU KIMHULIMCTAMM YCTAHOBIEHO HaIMuMe TUIeKCU(DOPMHBIX HeiipohMUOPOM y MaleHTOB.
InekcudopMHbIe HEIPODUOPOMBI XapaKTEPU3YIOTCSI BBICOKOI UaCTOTOI MepeposkAeHus] B 37I0KaUeCTBEH-
Hble omyxony MPNST. V maruentoB ¢ NF-1 ¢ 605bI110¥i 1iekcudopMHOi HelipodnbpomMoil peKoOMeHIyeT-
€SI TIPOBOAUTh CUMHTUTpaduIo (C TaimeM-67) B KauecTBe CKPMHMHIOBOTO MeTona. Y maiueHToB ¢ MPNST
MISITVIETHSISI BBDKMBAEMOCTb COCTaBjsieT Bcero 30 %, mosTomy st ux nudbddepeHIMaabHON IMarHOCTYUKA
OT TIeKCU(POPMHBIX HENPohMOPOM pPEKOMEHAYETCSI MCITONb30BaTh MO3UTPOHHO-IMMUCCUMOHHYIO TOMOTpA-
¢duro ¢ Tpurnroanom, MmeueHbIM pTopom-18 [29].

CnemyeT OTMETUTb, UTO HaluuMe IUIEKCMGOPMHBIX HeiipoduOpoM SBjsSeTCS MOKasaHMeM [Jis HasHaue-
HUS CeTyMeTMHMOa, TOCKOIbKY B OT/IMUME OT KOXKHBIX Heiipodu6poM, KOTOpble MOKHO JIEUUTh XUPYPruue-
cku [30], ucceuenne maeKkcnGOpMHBIX HEMPObMUOPOM 3aTPYyIHEHO B CBS3M C UX MHPMIBTPATUBHBIM POCTOM
U TIpopacTaHyeM B OKpYy’Kalollye TKaHu. [IpyMeHeHNe celyMeTMHMOa B pa3HbIX CTpaHax IMokasano sddek-
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TUBHOCTb B YMEHbBIIIEHNM Pa3MePOB IJIEKCMGOPMHBIX HelipoGuOpoM y feTelt (4acToTa 06bEKTUBHOTO OTBE-
Ta — 64 % [31], 68 % [32, 33]) 1 Y B3pOCIBIX (YACTOTA 0OBbEKTUBHOTO OTBeTa — 63,6 % [34]). OrnpeneneHa Takke
3¢ deKRTUBHOCTD ceryMeTMHNMOA B OTHOIIIEHMM POCTa CIIMHAIbHBIX Helipobubpom [35].

IMatomoruu OJIC BoIsiBieHbI y 206 (38 %) 60mbHbIX NF-1 13 PB, 113 HUX cKomno3 ooHapykeH y 95 (17,4 %) uenoBek,
HU3KMit poct —y 75 (13,8 %), mmcmopdusm mua — y 49 (9 %), nedopmaryst rpynHoi kietku —y 29 (5,3 %), Tices-
I0apTpo3 Kocreli roneHeit —y 15 (3 %), mmockocronye —y 10 (1,8 %), makpouedanus —y 5 (1 %). AcummeTtpust
JINIIA, IUCTIIa3Us KPblla KIMHOBYUIHOM KOCTY M OCTEOIIOPO3 He OMMCAHbI HM Y 0gHOTO 13 60mbHbIX NF-1 13 PB.

CpaBHutenbHbiit ananus nopakenus OC y 6onbHbIX NF-1 13 PB (Ta6s. 1) cBUOeTenbCTBYET O CTATUCTHUUE-
CKM 3HAUMMOM 00Jiee peKOM BBISIBJIEHMM CKeJIeTHBIX aHOMalIuii B 1IeJioM, AucMopdusmMa Juiia ¥ MaKkpo-
uedanuu [14-16]. OTCYTCTBYIOT TaHHble O HAJIMUMM OCTEONOPO3a, ACUMMETPUN JAULA U OUCIUIa3UM KPbLIa
KJIMHOBUAHO KOCTHU, UTO JOCTOBEPHO OTIMYAETCS OT JaHHBIX 1o Mupy [15, 19]. YacToTa BcTpeuaeMocTu Je-
dopmanuy rpymHO¥ KJIETKM OTHOCUTEIbHO BbIIlle, a CKOIMO03a, HU3KOTO pOCTa U MCeBA0apTpo3a — HIKe,
YyeM B JIaHHBIX JIPYTUX MCCAenoBaTesieif, OJHAKO CTaTUCTUMYeCKu He3Haummo. [Tomumo mopaskenuit OIIC
y 60onbHBIX NF-1 13 PB OCTOBEpPHO peske OIpeesieHa YacTOTa Pa3BUTUS KOXKHBIX U ITOAKOKHBIX Heitpodu-
6poM, y3eIKOoB JInia, miekcuGopMHBIX HeiTpoduOpOM, IJIMOM 3pUTETbHBIX HEPBOB T10 CPABHEHUIO C JAHHbI-
MM 10 MUpY [3, 6, 8, 10, 12], 4TO CBUIETENBCTBYET O HEIOCTATOUHOM 00C/IelOBaHMY ITaliMeHToB. [Ipeacrasser
MHTepeC CpaBHEHe YaCTOThI MMPOSIBJIEHNST TaHHBIX CMMIITOMOB B TpyIIIie 60/bHBIX ¢ mopakenuem OJIC y ma-
uyeHToB ¢ NF-1 13 PB 110 cpaBHeHMI0 C JaHHBIMM 10 MUPY U €O Bcemu nauyueHtamu ¢ NF-1 u3s PB.

Tab6nuia 1
CpaBHUTe/IbHAS XapaKTePUCTUKA OpTOoNneaudIeckoi maronoruu rpu NF-1
YacTora BcTpeyaeMocTy | YacToTa BCTPeuaeMoCTH Kputepmii x2;
KnuHnyeckue nposiBiieHust B Pb B MMpe 3HaueHue p
abc. % % [McTounMK] | TIPY CTEreHu cBOGOAB! 1

CKeJIeTHbIe aHOMAaJIUY B 1LIeJI0M 206 38,0 60 [14] x?=9,684; p =0,002
nedopmalus rpygHOi KIeTKu 29 5,3 3,7 [17] x2=0,116;p=10,734
CKOJIO3 95 17,4 26,6 [11] x?=2,914; p=0,088
HU3KUIL POCT 75 13,8 24,0 [12] x?=3,25;p=0,072

IICeBI0apTPO3 15 3,0 5,0 [6] x?=0,521; p=0,471
0CTeoIopo3 0 0 50,0 [19] x?=66,667; p < 0,001
Iu3Mopdu3M Iniia 49 9,0 53,0 [16] x?=139,841; p < 0,001
Makpoiedanust 5 1,0 25,0 [15] x?=15,686; p < 0,001
acUMMeTpUS LA 0 0 1,0 [15] x?=10,526; p = 0,002
JIUCTIIa3us Kpbuia KIMHOBUIHOM KOCTU 0 0 9,0 [15] x?=9,424; p = 0,003

CpaBHUTENbHBIM aHa/JIM3 YaCTOThl BCTpeuaeMOCTM XapakTepHbIX Ojass NF-1 KIMHMYECKUX MOPOSIBIEHUI
(Tabs. 2) y 60ombHbIX NF-1 ¢ opTomeauyeckoi matonorueii n3 Pb 1o cpaBHEHMIO ¢ MMPOBBIMY TaHHBIMM CBMU-
JIeTebCTBYIOT O CTATUCTUYECKM JTOCTOBEPHO OOjiee pemKoil perucTpammy KOKHBIX M TOAKOKHBIX HENpo-
bubpom, MPNST, rmiekcu@opMHBIX HepohubpoM, INIMOM 3PUTEIbHBIX HEPBOB U TPYOHOCTEN B 0OYUEHUNA.
Mo cpaBHeHMIO ¢ 0611l rpymIoii nanyeHToB ¢ NF-1 B PB y 60JIbHBIX C OPTOIIEIMYECKOI ITAaTOJIOTHEN OMIpee-
JIEHO CTATUCTUUYECKM He3HAUMMO 6ojiee yacToe pa3BUTHe KOTHUTUBHOTO AeduiiuTa (Tabs. 3), 0MHAKO 4acToTa
BCTPEUaeMOCTH APYTUX MPOSIBJIEHUIA OKa3aj1ach aHaJ0TUYHa.

Tab6nuia 2
CpaBHUTeJIbHBIN aHAIN3 KIMHUYeCKUX MposiBaeHnit NF-1 y malyeHTOB ¢ OpToIeauuecKoli maToaorueit
YacroTra BCTpeyaeMoCT YacToTa BCTPEYaeMOCT! Kputepnii x2;
K/IMHIYeCKIe TIPOSIBIeHNs 'y 60mbHBIX NF-1 13 PB, n =206 y 601bHbIX NF-1 B Mupe 3HauYeHue p
abc. % % [McTounMK] | TPY CTEreHy CBOGOmBI 1
Heipoh1OPOMBI 123 59,7 99 [6] x? =46,664; p < 0,001
MPNST 0 0 13 [10] x?=13,904; p < 0,001
y3esku JInia 3 1,5 70 [6] x?=100,347; p < 0,001
iekcubOpMHbIe HePOhUGPOMBI 15 7,3 50 [6] x?=45,369; p < 0,001
IJIOMBbI 3pUTE/IbHBIX HEPBOB 17 8,3 27 [8] x?=12,502; p < 0,001
OITyXOJIb TOJIOBHOT'O MO3Ta 9 4,4 10 [8] x?=2,765; p=0,097
KUCTBI T'OJIOBHOTO MO3ra 13 6,3 2 [26] x?=2,083; p=0,149
runpouedanus 13 6,3 7,7 [8] x?=0,307; p=0,58
SMJIETICUST 8 3,9 8,1 [9] x?=1,418;p=0,234
TPYAHOCTM B OOyUEHUM 45 22,0 40 [3] ¥2="1,574; p=0,006

T'enuii opmoneduu. 2025;31(5) 636




Knmumanuyeckue ucciaenoBaHms

Tabauia 3

CpaBHUTEJIbHBIN aHaIN3 KIMHUYECKUX nposiBiaeHnit NF-1y nmaumeHToB ¢ opTonenuyeckoi rnaTonoruein
¢ obieit rpymoit 60mbHBIX NF-1 13 PB

o N | Sacrora serpesaeyoans | Kpurepu
KnuHnueckne nposiBieHus c OpToneLLqu(::K§)(1)46naTonormeM, = 544 ’ i CTeneru
abce. % a6c. % csobonp 1

HeitpodnbpoMBbI 123 59,7 314 58 ¥?=0,243; p = 0,623

MPNST 0 0 0 0 HerpueMmjieMOo
y3esiku Jinia 3 1,5 5 1 ¥?=0,409; p = 0,523
riekcubOpMHbIe HePOhUGPOMBI 15 7,3 38 7 x?=0,02; p=0,888
[JIMIOMBI 3pUTEIbHbIX HEPBOB 17 8,3 34 6,25 x?=0,945; p=0,331
OITYXOJIb TOJIOBHOTO MO3Ta 9 4.4 21 3,86 x?=0,101; p=0,752
KICTBI TOJIOBHOTO MO3Ta 13 6,3 28 5,15 x?=0,391; p=0,532
ruapouedams 13 6,3 23 4,23 y2=1,418; p=0,234
STMUIETICUS 8 39 20 3,7 x?=0,018; p=0,894
TPYAHOCTU B O6YUEHUM 45 22,0 79 14,5 x?=6,559; p=0,011

OTCyTCTBME B NpOAHAIM3MPOBAHHOI TIpyIIe HAHHBIX 00 OCTeoropo3e, aCMMMETPUM JMIlA U AUCIIA3UU
KpbUIa KIMHOBUIHON KOCTU, XapaKTepHbIX 1jis1 60abHbIX HO-1, cBUIETENbCTBYET O HEOOXOOMMOCTHU bosiee
TIIATEILHOTO 00C/IeIOBaHMS MAIIIEHTOB C 00SI3aTeIbHBIMY KOHCY/IbTAI[MSIMYU Bpaua-opToIe/ia U IpoBee-
HUSI UHCTPYMEHTaJIbHbIX UCCIeIOBaHMIA.

3AKJIIOYEHUE

AHanM3 0co6eHHOCTEN IMPOSBAEHNI OpTOTIeAMYeCcKoii aTonorun y 60mbHbIX NF-1 13 PB mokasas cpaBHUMYIO
C MUPOBBIMMU JAHHBIMM YaCTOTY BCTpeuaemMocTu AedopMauyi IrpyqHONM KIeTKM, CKOIM03a, HU3KOTO POCTa
u niceppoaprtposa. OgHako y nauneHToB ¢ NF-1 13 PB onpenenena goctoBepHO 60ree penkasi perucTparms
CKeJIETHBIX aHOMAJINIA B 1[eJIOM, TUCMOpdU3Ma iniia, Makpoiedannu. [JaHHbIX 06 0CTEOTIOPO3€, ACUMMETPUN
JIMIA U AUCIUIA3UY KPbUIa KIMHOBMUIHONM KOCTH, XapaKTepHbIX st 60mbHbIX NF-1, cpequ mpoaHaam3upo-
BaHHOI IPYIIILI He 06HapykeHO. Y 60mbHbIX NF-1 ¢ opTOneanuecKoi maToNor1eli BoISIBI€HbI 60jIee yacTbie
TPYAHOCTM B 0OYUeHMM B CPAaBHEHMM CO BCeil rpymioii marueHToB ¢ NF-1 u3 PB.

Kongnukm unmepecos. Aemop 3asnsnsem, umo daHHas paboma, eé€ memd, npedmem u codepicaxue He 3ampazusaom KoOHKY-
PUpPYIOWUX UHIMEPECOs.

Hcmounuk ¢unancuposanus. Asmop 3assnsem 06 omcymcmeuu GuUHaHcuposaHus npu npogedeHuu Ucciedo8aHusl.

Coomeemcmeue npuHyunam smuxu. Bce uccnedosatus senucs ¢ coontodeHuem Hopm 6UOMeOUYUHCKOL IMUKU, U coomaem-
cmeyiom cmandoapmam GCP.
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