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Pesome

AKTyanbHOCTb. Helipopnbpomatos 1-ro tuna (HP1) — 370 HacesCTBEHHDBINA OMYXO/EBbI CUHAPOM, BCTPeYatoLuiica ¢ yactoToit 1:3164 HaceneHums
B MUpe. Bone3Hb xapaKkTepusyeTcsa TAXeNbIMU KAMHUYECKUMU MPOABACHUAMU B BUAE MHOMECTBEHHbIX KOXHbBIX U MOAKOMHbIX OMyXO/el, naeKcu-
$OPMHbIX HelipOPUOPOM, CKeNeTHbIX aHOMas/IN, KOTHUTUBHBIX PACCTPOMCTB U Pa3/IMyHbIX OCNOXHEHWI. Lienb uccneposanus. OnpeseneHne 4acToTbl
BcTpeyaeMocT HP1 B Pecnyb/nke ballkopTocTaH U ee ANHAMUKW, KAMHUYeCKMX ocobeHHocTelt HP1 ana coBeplleHCTBOBaHWA OpraHM3aLMOHHbIX
1 neYyebHO-MarHoCTUYECKMX NOAXO/0B NPV OKasaHUM MeAULIMHCKOM noMolm nauveHTam ¢ HP1. MaTtepuan u MeTogbl. [poBeieHO KNMHMKO-3NMAe-
MUoIornyecKoe nccneoBaHune 60/1bHbIX HP1 B Pecnybmke balikopTocTaH 1 CpaBHUTE/NbHBIA aHanus ¢ AaHHbIMK 3a 2009 1 2021 rogbl. PesynbTaThl.
B Pecny6uke bawkopTocTaH 3apernctpuposaHo 544 60/bHbix HD1 13 433 cemeii B BospacTe oT 1 40 85 net (cpeaHuii Bospact 30 et n 7 Mecsaues),
4acToTa BCTpeyaeMocTu coctaBuna 1:7407 yenosek. XapaktepHble Ana HP1 nurMeHTHble NATHA onpejeneHbl Y BCeX NaLMEHTOB, KOXHbIE N MOAKOX-
Hble HelpoprBpoMbl y 58 %, naekcndopMHble HelipodunbpoMbl — Yy 7 %, ckonmos —Yy 17,4 %. TpyaHOCTU B 06y4eHUn BbisBaeHbl Y 14 %, snunencua —
y 3,7 %, rugpouedanva —y 4 %, r/AMOMbl 3pUTe/NbHbIX HEPBOB — Y 6 %, OMYXONM FOI0BHOIO Mo3ra — Y 4 % 60/1bHbIX. O6cyaeHUe. CpaBHUTENbHbIV
aHanM3 0cobeHHOCTeN KANHUYECKUX nposaBeHnii HDTy 60nbHbIX M3 Pecny6mkm balukopTocTaH ¢ MMPOBbLIMUM AaHHbIMU NMOKa3an A0CToBepHO Bonee
peAKoe BbifiBNIeHWe HelipodunbpoM, y3enkos JINia, FAVOM 3pUTe/NbHLIX HEPBOB, HAapYLIEHWI MHTeNeKTa U NCMXONOrMYecKkmnx paccTporcTs. Komnye-
cTBO nauuneHToB ¢ HO1 B pecnybaunke yBennumnocsk B 2,3 pasa 3a 15 neT u Ha 35 % 3a nocneaHue 3 roga. bosnee Toro, 4 60/1bHbIX C N1EKCUGOPMHBIMU
HelipopnbpoMaMM NoyHaloT UHIMBUTOP MUTOreH-aKTUBMPYEMOI NMPOTEMHKMHA3bI, MOKa3aBLUMI CBOK 3PPEKTUBHOCTL. 3akatoyeHue. MonyyeHHble
pe3y/nbTaThbl CBUAETE/ILCTBYIOT O MOBbILIEHUWN KOIMHeCTBa 3aperncTpUpoBaHHbIX ciyvaeB H®1 3a nocsegHve rogbl M He06X0AMMOCTU MYIbTUANCLN-
N/IMHAPHOrO NOAX0/Aa B MCCeJ0BaHNM NaLMEHTOB B CBA3M C JOCTOBEPHO HU3KOW YacTOTON PerncTpaLym XxapakTepHbIX CUMNTOMOB 60/1€3HN.

Knro4deBbie cnoBa: 2en NF1, duazHocmuka, nederue, Helipodubpomamos 1-20 muna, HelipogubpoMbi, 0nyxoau, 4acmoma BCmMpeyaemMocmu.
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Abstract

Relevance. Neurofibromatosis type 1(NF1) is a hereditary tumor syndrome occurring with a frequency of 1:3164 of the world's population. The disease is
characterized by severe clinical manifestations such as multiple cutaneous and subcutaneous tumors, plexiform neurofibromas, skeletal abnormalities,
cognitive disorders and various complications. The aim of the study. To determine the frequency of NF1 in the Republic of Bashkortostan and its
dynamics, clinical features of NF1 to improve organizational and therapeutic and diagnostic approaches in providing medical care to patients with NF1.

199



200

ORIGINAL ARTICLE The Russian Archives of Internal Medicine ® Ne 3 e 2025

Material and methods. A clinical and epidemiological study of NF1 patients in the Republic of Bashkortostan and a comparative analysis with data for
2009 and 2021 were conducted. Results. In the Republic of Bashkortostan, 544 patients with NF1 from 433 families aged 1 to 85 years (average age
30 years and 7 months) were registered, the incidence rate is 1:7407 people. Pigment spots were identified in all patients, cutaneous and subcutaneous
neurofibromas in 58 %, plexiform neurofibromas in 7 %, scoliosis in 17.4 %. Learning difficulties were identified in 14 %, epilepsy in 3.7 %, hydrocephalus
in 4 %, optic nerve gliomas in 6 %, and brain tumors in 4 % of NF1 patients from the republic. Discussion. A comparative analysis of the characteristics
of NF1 in patients from the Republic of Bashkortostan with global data showed a significantly rarer detection of neurofibromas, Lisch nodules, optic
nerve gliomas, intellectual disabilities and psychological disorders. The number of patients with NF1in the republic has increased by 2.3 times in 15 years
and by 35 % in the last 3 years. Moreover, 4 patients with plexiform neurofibromas are receiving a mitogen-activated protein kinase inhibitor, which has
proven its effectiveness. Conclusion. The obtained results indicate an increase in the number of registered cases of NF1 in recent years, but the need
for a multidisciplinary approach in the study of patients due to the reliably low frequency of registration of characteristic symptoms of the disease.
Keywords: NF1 gene, diagnosis, treatment, neurofibromatosis type 1, neurofibromas, tumors, incidence.
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Beepenue

Heitpopubpomaros 1-ro tuma (HP1) — opuu us Hau-
6o/ee pacpOCTpaHEHHBIX HAC/IEACTBEHHBIX OIYXOIEBBIX
CUHZIPOMOB C ayTOCOMHO-JOMIHAHTHBIM TUIIOM HAaCTIefO-
BaHUs1, BCTPEYAIOIINIICS B MUPE B CPEJHEM C 4acTOTOI 1 Ha
3164 HaceneHus (BapbMpyeT B pasHbIX CTpaHax or 1:2132
mo 1:4712) [1]. Bone3Hp o6ycnoBaeHa TeTepO3SUTOTHBIMU
MyTallusIMU B TeHe-cynpeccope omnyxoneit NF1, KOTOpHbIi
kopupyet Heitpopubpomun, I'TO (ryanosmuTpudocdar)
a3-aKTUBUPYOLMIT 6enoK, cocrosamuii us 2818 ammHO-
KUCTIOT U COfiep>KallMii JOMEH, HETaTUBHO Pperyanpyio-
MmNt aKTUBHOCTD MPOTOOHKOTeHOoB Ras, HasBanHbIT GRD
(GAP-related domain) [2]. Oxomo IOMOBMHBI ClTy4aeB
H®1 saBnaroTcsa criopaiyecKUMU BCIENCTBIE BHOBb BO3-
HYKIIVX MyTaluil B IOJIOBBIX KIeTKax pomureneit (80 % —
B criepmarosonpax) [3].

H®1 nposBrsieTcs pa3sBUTHEM XapaKTePHBIX IUTMEHT-
HBIX IIATeH BeTa Kode-c-MonmokoM (CALM — café-au-lait
macules) gnamerpoM 6oree 5 MM B fomybepTaTe u 60ree
15 mM B ocTirybeprare — 99 %) niu BeCHyIIEK B IaXOBOIL
¥ IOAMBIIIEYHOT 00/IaCTAX, FaMapTOM Pafy>kKHOI 0007104-
Ku 171a3 (y3enKkoB JInia), KOKHBIX M HOJIKOXHBIX Heilpo-
¢ubpoM, IIMOM 3PUTENbHBIX HEPBOB ¥ IIEKCH(DOPMHBIX
HelpopubpoM, a TakKe TUIIMIHBIX KOCTHBIX aHOMAJINI
(mycmasist KTMHOBUIHOM KOCTH, UICTOHYEHME KOPTUKA/Ib-
HOTO C7IOsI YI/W/IN TICEBOPATPO3 [IMHHBIX TPYOUaThIX KO-
creit). [Tpu obHapyxennu 2 v 60/1ee 13 VX NPU3HAKOB, CO-
[71acHO KpuTepusaM HauyoHampHbIX MHCTUTYTOB 340POBbs
(National Institutes of Health — NIH), puarnos H®1 ycra-
HaB/IMBAETCsl KIMHMYECKU. [Ipy Hammumm moATBepiKIeH-
Horo crydas H®1 y KpoBHBIX pOACTBEHHMKOB, JOCTATOYHO
1 mpusHaka 6onesun [4]. HO1 xapakrepusyercs IOITHOM
[EeHETPAHTHOCTHIO, I03TOMY MOJIEKY/ISIPHO-TeHeTUYecKast

BepuUKAIVS He SB/IACTCS 00513aTe/IbHOI U JUArHO3 yCTa-
HaB/IMBAETCA IPU COOTBETCTBUY ONMCAHHBIM KPUTEPUAM
B 90 % cny4aeB B Bospacre 1o 7 n1eT, B 100 % cmy4aeB — 0
19 ner [3].

CornacHO JaHHBIM MUPOBOJ HAay4YHON JMTeparyphbl,
CALM omnpepensaiorca y 96,5 % manuentos ¢ HP1, secHym-
YaTOCTb MOJMBILIEYHbIX U MAaXOBbIX obmacteit — y 90 %.
Koyxuple n/mmu mOpKOKHBbIE HelpoduOpoMbl ompepensi-
10Tcs 6oree yeM y 99 %, raMapTOMBI PaJiy>KHOI 000/I04KM
a3 — y 70 %, miekcudopMHble HelipodUOPOMBI — Y MO-
noBuHbI 601pHBIX HD1 [4]. YacToTa BCTpeyaeMOCTH IIMOM
3pUTENTbHBIX HEPBOB MY AaHHOM 3a060/IeBAaHUU COCTABIIA-
eT 27 %, omyxojieii roloBHOro Mosra — y 10 %, runpoueda-
mu — y 7,7 % [5]. 3mokadecTBeHHbIE OIyXO/N u3 060710-
yek nepudepnyeckux HepBoB (MPNST) sBystroTcs KpaiiHe
PERKVMIY ¥ arpeCCUBHBIMIY TUIIAMV HEOIUIa3M B 001Ielt o-
ny/siuny, Ho y 6onbHbix HO1 ompepensitorcs B 13 % cry-
vaeB. OOBIYHO TaHHBIE OITYXO/MU BO3HUKAIOT B Pe3y/IbTaTe
HEepepOXIeHN y)Ke CYIeCTBYIOIUX IUIeKCH(pOPMHBIX
Heitpodubpom [6].

Korunrusuble Hapyumenus y 6onpupix HO1 guddys-
HBI ¥ 3aMeTHBI Ha IPOTsDKeHuu Beeit >xn3un [3]. Cormac-
HO IIPOBEJIeHHBIM MeTa-aHa/In3aM, CyJOPOXKHBIil CUH/IPOM
onpepensercsa y 8,1% 6ompubix HP1 (13 Hux reHepanu-
30BaHHbIe TOHMKO-K/IOHMYECKUe Ipunagku y 16,8 %, ¢o-
KaJIbHbIE IpUNagkyu — y 54,2 %; Ha ¢oHe 1-2 MpoTUBOCY-
TOPOXKHBIX IIPEIIapaToB OTCYTCTBUE CYOPOT ONpeeneHO
y 68,5 %; MenuaHa Bo3pacta — ot 3,5 o 12 mer) [7]. Ha-
PYLIEHVS MHTEJUIEKTA, IPUBOALINE K TPYFHOCTU B 00yde-
Hun, onpepgenaoTca B 40 % cnydaes HOD1, cpennee snave-
Hue 1Q cocrasnser 85-90. PaccTpoiicTBa ayTUCTUYECKOTO
CIIeKTpa onpenenaoTcs y 25 % — 30 % 6onbubix HO1, cun-
IpoM geduipTa BHNMAH 1 ruepakTuBHOCTH ¥ 40 % [3].
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Hna maumentoB HP1 xapakTepHO HOpa)keHue OIop-
HO-7IBUTaTeIbHOM cucTeMbl. COIIAaCHO MPOBENEHHOMY Me-
Ta-aHaM3Yy, NPUOIM3UTEIBHO Y 26,6 % manueHToB ¢ HO1
orpepenAgercsa ckonmos. Kaxk mpaBmio, OH pasBUBaeTCs
B PaHHEM JIeTCTBe, Hanboslee 9acTo IopaXkas IPyIHOIL OT-
Jie/l T03BOHOYHUKA. He 6BIIO BBISIB/ICHO JOCTOBEPHOIT KOP-
penAanuy Mexay ckonmosoM u renotunoM HP1. C roukn
3peHns 9ppexkTHBHOCTY 1 6e30IIaCHOCTH Iy UIlNe Pe3y/ib-
TaThl IIOKA3a/IM CIIOHAV/IONE3 ¥ TEXHMKA PACTYIINX CTePXK-
Heil B ledeHny ckonmo3sa y 6ompabix ¢ HO1 [8]. B cpegnem
y 5% 6onpHbix HO1 B M1pe onpepenaeTcs ICeBL0apTpo3
(4], y 24 % — mmskuit poct [9]. IlpencraBnsger mHTepec onm-
caHue 0coOeHHOCTel KIHnYeckoit KapTuael HO1 y 60mb-
HbIX 13 Pecry6muky Bamkoprocran u cpaBHeHUe IONTy-
YeHHBIX NAHHBIX C pe3y/lbTaTaMM HAYYHBIX ITyOIMKanmii
U MeTa-aHa/IM30B Pa3/INYHbIX CTPaH, a TAaKXKe JTaHHBIX 32
IIpefbIAYIINe IePUOMbI JAaHHOTO pernona. biarogaps mpo-
Be[ICHHOMY aHa/lM3y MOXKHO OIIPele/INTb HeoOXOXuMble
HaIpaBIeHNA I YIydIIeHMA OKa3aHUsA MeVIMHCKON
IIOMOIIY TTALIME€HTaM.

IHeab nccrepoBaHU s

Omnpenenenne yactoTsl BcTpedaemoctu HP1 B Pecry-
61uKe BalmkopTOCTaH U ee AMHAMUKI, KIMHIUYECKNX 0CO-
6ennocreit HP1 co cpaBHeHMEM TIOTyYEeHHBIX PE3y/IbTaTOB
C MUPOBBIMU JJAHHBIMY JIJI1 COBEPIIEHCTBOBaHNUA OPraHu-
3aIMIOHHBIX ¥ JIeYeOHO-AMAarHOCTUYECKNX IOfIXOf0B IIPU
OKasaHMUM MeMIMHCKOM oMoy manyentam ¢ HOIL.

Marepranbl 1 METOABI

IIpoBemen aHamu3 gaHHBIX O maumeHrax ¢ HO1 us
Pecriy6nmkn Bamkoproctan (PB), cocrosmux Ha ydere
y Bpaya reteruka B I'BY3 «PecrybnmmkaHcKuil MeyKo-Te-
HeTMYECKUIl I[eHTP» C YCTAHOBJIEHHbIM AmarHosom HO1.
Bce nccmegoBanus Bemich ¢ cob0feHeM HOpM OuoMenu-
IIHCKOY 3TUKU U COOTBeTCTBYIOT crangapTaM GCP (Good
Clinical Practice). VMccnenoBaHbpl 0COOEHHOCTM KIMHUYE-
ckux npossnenuit HO1 y 6ompubix us Pb u cpaBHeHme
[OJTYYEeHHbIX JAHHBIX C OOIEMIPOBBIMY, @ TAKXKE C OIIy-
OMMKOBAaHHBIMI Pe3yIbTaTaMy JMCCIeTOBAHMII TAI[VIeHTOB
u3 PB 32 2009 n 2021 ropsl. [I/1s1 KaueCTBEHHBIX OMHAPHBIX
JAHHBIX IIPOBOJMINM CTaTMCTUYECKYI 00paboTKy ¢ Mc-
II0/Ib30BAHMEM MHTEPAKTUBHON TaOIMULIbI CONPSDKEHHOCTH
2X2 C BBIYMCIIEHMEM CTATUCTUK CBsi3u (kpurepuit [npco-
Ha x?) ¢ monpaskoit VajiTca Ha HeIPepbIBHOCTD, paspabo-
tTaHHON B.I1. JIeOHOBBIM, a TaKk>Xe aHa/IM3a YeTbIPeXIIO/Ib-
HBIX Ta0/INI] COIPSDKEHHOCTH Ha calire https://medstatistic.
ru/calculators/calchi.html.

Pe3yabTaTrs:

B Pecnybnuke bamkoprocTaH —3aperucTpMpOBaHO
544 6ompubix HO1 13 433 cemeit B Bozpacte ot 1 o 85 et
(cpemumit BospacT 30 yeT u 7 MecsiieB), YTO COCTABJIsIET
1:7407 4enoBeK C HePaBHOMEPHBIM paCIIPEie/IEHUEM II0
paitonam (puc. 1). XoTsi maHHble mokasarenu 6ormee yeM
B 2 pasa OT/IMYAOTCA OT 061ueMMpOBb1x (1 ma 3164 Hace-
nenns [1]), B cpaBHeHMM C HAaHHBIMM II0 pecryOnuke 3a

2009 (238 6ombabix HO1 us 192 cemeir: yacrora 1:17000
[10]) xommyecTBO cocrosmux Ha ydere OompHbIXx HOD1
YBEJIMYWIOCH B 2,3 pasa, YTO CBUJICTE/ILCTBYET O IIOBBILIe-
HIM 06paIaeMOCTy MAIMEeHTOB Ha IIpVeM K Bpady-TeHe-
THKY. 3a HOC/TIeHue 3 TOfia, IO CPABHEHMIO C JAHHBIMU 32
2021 rop (401 gemoBek u3 321 cemeit: vactora 1:10103 [11])
KO/IMYeCTBO 3aperiCcTpUpOBaHHbIX cnydaes HD1 mosbicu-
nock Ha 35 % (puc. 2).

BorsaBeHo 299 ciopaguuecknx (55 %) n 45 % cemertHbIx
cnyyaes HO1 B PB, cooTHolIeHMe MY»XUMH K >KEHIIHAM
cocraBysger npubmmsnrensHo 1:1 (52% xeHuyH u 48 %
MY>K4IH), 9YTO COOTBETCTBYEeT [JAHHBIM MMIPOBOI CTATHU-
cTuMKM [3] M pesymbraraM NPeABIAYIINX MCCIENOBAHMI
H®1 B Pb [10, 11]. [IurMeHTHBIe IATHA ONIPeie/IeHbI Y BCEX
6onbubix HO1, y 314 nanuentos (58 %) 6bU1n 06Hapyxe-
HBI KOXXHbIE VU IIOJJKOXKHbIE HeNIPOG1UOPOMBL, YTO HIDKE,
4yeM B cpegHeM 10 Mypy (99 %) [4]. Takas pasHuIa MOXeT
6bITh 0OBsACHEHA TeM, YTO Y 42 % IAI[VIEeHTOB, A/Is1 KOTOPBIX
He OIIMCAaHBl BUIMMbIE KOXKHBIE MM IIOJKOXHbIE Heilpo-
¢ubpomsr amarnos HP1 6bU1 ycTaHOBIEH Ha OCHOBAHNU
cemeliHoro aHamHesa (Hamuaue HO1 y ogHoro us ponmre-
neir). KpoMe TOro, y HeKOTOPBIX MAlJMI€HTOB OIpeJie/IeHbI
CALM + nnexcudopmusie Heitpodubpomsr main CALM +
IJIMOMBI 3pUTEIbHBIX HEPBOB 0€3 BUAMMBIX KOKHBIX U HOf-
KOXXHBIX HeNpo¢guOpoM, 4TO TaKKe COOTBETCTBYET Kpu-
TepusAM, ycTaHoBneHHbIM NIH mma guarHoctmku HOL.
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Figure 1. Distribution map of patients with NFI in
the Republic of Bashkortostan
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VI3 Hux y 112 4enoBek onpeneneHbl O4aroBble Heltpodu-
OpOMBI, TOra Kak y 60/bpIIMHCTBA (64 %) — MHOXKEeCTBEH-
Hble Heltpo¢pubpombl. Xorss B Mupe MPNST BcTpewvaror-
c1y 13% 6onpubix HOL [6], cpenn Bcex 544 60/mbHBIX
H®1 ns Pb He onyucaHo HM OIHOTO CAy4Yas aHHOTO THUIIA
HOBOOOpasoBaHusl. TPyZHOCTU B OOydYeHUM OIpe/eTeHbl
y 78 6onbHbIX U3 PB (14 %), 4TO TaKk>ke OTIMYAETCS OT pe-
3y/IbTaTOB MCC/IeNOBaHMII B Apyrux cTpaHax (40 %) [3].

Y vactu nanuentos ¢ HO1 ns Pb onpepneneno nopaxe-
Hlle TOJIOBHOTO MO3ra, BbI3bBatomiee v 20 (3,7 %) or Bcex
6onbubix HO1 snmnencuto, y 23 (4,23 %) — rugporeda-
mmio, y 22 (4 %) BBIABIEHBI KMCTBI TOIOBHOTO MO3Ta, ¥ 21
(3,86 %) — omyxo/nu roJIoBHOr0 MO3ra, y 34 (6,25 %) — rmu-
OMBI 3PUTEIbHBIX HEPBOB. Y3enKu JIuila ONMMCAHbI NUIIb
y 5 manuenToB (1%). Ckomnos onpeneneH y 95 60IbHBIX
H®1 (17,4 %), auskuit poct — y 75 (13,8 %), nceBpoapTpos
KocTeit roneHeit — y 15 (3 %).

[TnexcndopMHBIe HellpoprOPOMBI ONMMCAHBI JINIID Y 38
(7 %) manmentos ¢ HO1 us Pb. /I3 Hux B Hacrosiiiee BpeMs
HPOBOJIUTCA TAapreTHas TepamysA JOKasaBIIUM CBOW 3¢-
(eKTUBHOCTD MHIMOUTOPOM MUTOT€H-aKTUBUPYEMOII IIPO-
TenHKMHa3b! (cenmymeTrHub60oM [12]) mo mporpamme «Kpyr
no6pa» 4 marmentam. Cpeu Hux Manpuuk 10 et (Hacre-
nosanue HO®1 or marepy, cenyMeTMHMG 110 30 MT B CyTKN)
¢ wiekcupopMHOIt HelipopuOpoOMOIt I, MabuuK 6 €T
(nacnepoBanye H®1 ot ora, cenmymeryHn6 mo 30 Mr B CyT-
KI) C IUIeKCUPOPMHOIT HeitpopnbpOMOIt pOTOIIOTKH, [ie-
BouKa 12 et (Hacnenosanue HO1 ot marepu, cenmymeTnHu6
110 50 MT B CyTKM) ¢ IUIeKCU(OMHOI HeitpopubpomMoii rop-
TAHOITIOTKM, Ma/IBYMK 6 JieT (CIOpafgMIecKuii Clydait, ceny-
MeTHHMO 1o 20 MT B CYTKM) ¢ I/IeKcuOpMHOI Helipodu-
6pomoit HagkmodnIHOI obmactu u cpegocrenust. Ha ¢pone
IIPOBOAVIMOINI Teparuu y Bcex 4 6ompubix HO1 nereit B au-
HaMJKe B CpefjHeM 3a 1 roj HabIofaeTcs yaydileHne —
YMeHbIIIeHIe Pa3MepPOB IUIeKC(OPMHBIX Hellpodubpom.

O6cyxpeHune

CpaBHUTE/IBHBI AHA/INM3 KIVHWYIECKUX IIPOSIBIIEHIT
H®1 y 6onbubix n3 Pecriy6imku Bamkoprocras (tabmuma 1)
CBUJIETE/ICTBYET O CTATUCTUIECKY 3HAYMMOM 60JIee peffKoM
BBISIB/IEHIII KOXKHBIE 1 IIOJIKOXXHBIX HEPOpUOPOM, y3enKoB
JInna, mtekcnOpMHBIX Helipo(h1OPOM, I/IIOM 3PUTETBHBIX

HEpPBOB, HM3KOTO POCTA ¥ HapyILleH!sA NUHTE/TIeKTa 110 CpPaB-
HEHMIO C JAaHHBIMMU 10 Mupy [3-6, 9]. IlonydeHHble naHHbIE
HanbosIee BePOSITHO 0OYC/IOB/IEHBI OTCYTCTBIEM KOHCY/IbTA-
LU Y3KUX CIELMaNUCTOB /I ONMUCAHMA Y TOYHOTO BbIAB-
JIeHVIsI COOTBETCTBYIOLIEl TaTo/Iornu. AHaam3 ambyarop-
HBIX KapT II0Ka3aJI, 4T0 0TaTbMOTIOTOM O(UIINATBHO ObUIN
ocmotpensl b 8 6ompHbIXx HO1 13 PB, cooTBeTcTBEHHO,
IIPOLIEHT BBIAB/ICHN:A y3€/1KOB JIMIa Ha OCHOBAHMY TAKOTO
OCMOTpa COCTaBUI 63 %, YTO TAKXKe pexke MO CPaBHEHUIO
C MUPOBBIMU JaHHBIMU [4], HO CTaTUCTUYECKU HE3HAYMMO
(x* = 808; p = 0,369). OHKOIOraMu, COI/IACHO FAHHBIM aMOy-
JIATOPHBIX KapT, ocMoTpeHbI 168 (31 %) marmenTos ¢ HOI,
[JIABHBIM 00Pa3oM TPV HaTMYUY TSHKE/IBIX TIPOSIBIEHNIT 60-
JIe3HM, TaKMX KaK 3apericTpUpOBaHHBbIE IUIEKCHpOPMHbIE
HelipouOpOMBI, IIMOMBI 3PUTEIbHBIX HEPBOB, OIYXOJIel
TOJIOBHOTO MO3Ta B CBSA3M C HEOOXOAMMOCTDIO TAKTUKY BEJe-
HIISI TaKVX OOJIbHBIX VI Ha3HAYEHVSI IPOTUBOOIYXOIEBOI1 Te-
parmu. JJaHHbBIE O KOHCY/IBTALUAX XUPYpPraMy, IICUXMaTpa-
MM U [ICUXOJIOTaMU B aMOY/TaTOPHBIX KapTaX IAI[VIEHTOB He
IPUBEJEHBI, YTO CBUJIETENLCTBYET O HEOOXO[MMOCTI BKIIIO-
YeHMs TaKux obcnenoBanuit s 6onpHbx HO1. [Ina 6onmee
TOCTOBEPHOTO BBISAB/ICHVS JAHHBIX ITATONOTMII HEOOXOmMM
Oojlee TIATENBHBII OCMOTP IIAIIVIEHTOB, KOHCY/IbTAIVs
o¢rampMorIora ¢ omycanueM xapaxkTepHbx pr1 HO1 npu-
3HAKOB, 3aIIVICY TI0OKa3aTesIell POCTa 1 Beca B aMOy/IaTOpHbIe
KapThl, MCIIO/Ib30BAHNA OIMPOCHUKOB I BbIABICHN Hapy-
HIeHUTI MHTeJIIeKTa.

Taxoke pocropepHo ormyaerca orcyrctBue MPNST,
PacCTpONICTB Ay TUCTIYECKOTO CIIeKTpa M CHHAPOMA Je-
¢unnra BHuMaHus y nanueHtos ¢ HO1 u3 PB. 9o cBu-
IeTeNbCTBYeT 0 HeobxopuMocTy nposenenus MPT Bcero
Tela ¥ KOHCY/IbTallMii OHKOJIOTa A1 BblABneHna MPNST,
KOHCYZIbTallMI MCUXO/IOTa U ICUXMATpa /A OIpefeneHns
IICUXOTOTMYECKNX PACCTPONCTB. YacToTa BCTpeyaeMOCTH
CALM, omyxojeit TOJTOBHOTO MO3Ta, TMApoLedan, Su-
JIETICUM ¥ CKEeJIeTHBIX aHOMaJNii COOTBETCTBYET JIaHHBIM
IpYTUX aBTOpOB [4, 5, 7, 8].

CpaBHUTENIBHBI aHA/IN3 3aPETUCTPUPOBAHHBIX KIMHI-
yeckux nposisnenuit HO1 y 6onpubix n3 Pb B TexyIem roxy
1o cpaBHenuto ¢ 2009 [10] u 2021 [11] rogamu He BBIABUI
TOCTOBEPHBIX M3MEHEHNUIT YaCTOThI BCTPEYaeMOCTH KINHU-
YeCKUX MpU3HAKOB 6oje3Hn. [I1s1 onpefienenst BO3MOXKHO-
IO B/IMAHMA IOJIOBBIX Pas/INyunil Ha YaCTOTY BCTPEYaeMOCTH
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Tab6nuya 1. CpasHumenvHas xapaxmepucmurka nposenenuti Helipopubpomamosa I-20 muna y 601vHbIX
u3 Pecnybnuxu bawikopmocman ¢ MUposuimu 0aHHbIMU
Table 1. Comparative characteristics of neurofibromatosis type 1 features in patients from the Republic of Bashkortostan

with world data

Knuunveckue nposBneHns
Clinical features

YacToTa BCTpeuaeMoCcTu YacToTa BCTpeyaeMoCcTu
y 6onbHbIX U3 PB B % y 60nbHBIX B Mupe B % [aBTOp]
Frequency of occurrence in Frequency of occurrence in

NF1-patients from RB in % | patients worldwide in % [author]

Kpurepunii x*; 3HaueHue p
pu creneHy cBo6ons! 1
X2 test; p-value at
1 degree of freedom

KOXXHbIE U TIOJKOKHBIE HeltpOoUOPOMBI

58%

cutaneous and subcutaneous neurofibromas

ysenku JInma
Lisch nodules

iekcudopMHubie Hetpod16POMBbI
plexiform neurofibromas

MPNST

ITIOMbI 3PUTE/TbHBIX HEPBOB
optic nerve gliomas

OIIYXO/Ib TOJIOBHOT'O MO3Ta
brain tumor
rugpouedanis
hydrocephalus
SIUJIETICU S

epilepsy

CKOMMO3

scoliosis

HU3KUIT POCT
short stature
ICeBI0APTPO3
pseudoarthrosis

TPYAHOCTH B 06y YeHU N
learning difficulties

PaccTpOICTBA ay TUCTNYECKOTO CTIEKTPa

autism spectrum disorders

CHHJIPOM JieUIMTa BAUMAHNA U THIePAKTHBHOCTH
attention deficit hyperactivity disorder

1%

7%
0%

6,25%

3,86%

4,23%

3,7%

17,4%

13,8%

3%

14 %

0%

0%

99% [4]

70% [4]

509% [4]
13% [6]

27% [5]

10% [5]

7,7% [5]

8,1% [7]

26,6% [8]

24% [9]

5% [4]

40% [3]

28% (3]

40% (3]

X = 49,8; p<0,001
X = 103,9; p<0,001

X* = 45,37; p<0,001
X* = 13,9; p<0,001

¥ = 16,004; p<0,001
= 2,765; p = 0,097
x°= 1,418; p = 0,234
x*= 1,418; p = 0,234
X*=2,914; p = 0,088
X>= 3,25 p = 0,072
x*=0,521;p = 0,471
X =27,022; p<0,001
X2 = 32,558; p<0,001

X2 = 503 p<0,001

Ta6nuya 2. CpasHumenvHvlli aHanu3 Kriunudeckux nposeneruii HOI y nayuennmos myscKoeo u #eHcKozo noua
u3 Pecnybnuxu Bawkopmocman
Table 2. Comparative analysis of clinical manifestations of NF1 in male and female patients from the Republic

of Bashkortostan

Knuunyeckue nposBieHus
Clinical features

Yacrora BCTpeyaeMoCTN y 60bHBIX
H®1 my>xunn n3 Pb, n=259
Frequency of occurrence in male
NFl1-patients with from RB, n=259

Yacrora BCTPe4aeMOCTH Y GOMBHBIX
H®1 xenmuu us Pb, n=285
Frequency of occurrence in female
NF1-patients with from RB, n=285

Kpurepnii x* snaueHue p
npu CTeneHn cBo6oasI 1
X2 test; p-value at 1 degree
of freedom

Heltpo16poMBbI
neurofibromas

ysenku JInura
Lisch nodules

wiekcudopMHble HepopuOpoMbI
plexiform neurofibromas

[/IVIOMBI 3PUTE/IbHBIX HEPBOB
optic nerve gliomas

OIIyXOJIb TOJIOBHOTO MO3Ta
brain tumor

rupporedanus
hydrocephalus

STUIETICUA

epilepsy

CKONNO3

scoliosis

HM3KUIT POCT
short stature
ICEB/J0APTPO3
pseudoarthrosis

TPYAHOCTH B 00y YeHUN
learning difficulties

149 (58 %)

3(1,16%)

18 (7 %)

19 (7,34 %)

12 (4,6 %)

14 (5,4 %)

11 (4,3%)

47 (18,15 %)

27 (10,4 %)

4(1,54%)

46 (17,7 %)

165 (58 %)

2(0,7%)

20 (7 %)

15 (5,3 %)

9 (3,1%)

9(3,1%)

9(3,1%)

48 (16,8 %)

48 (16,8 %)

11 (3,9%)

32 (11,23 %)

x> =0,007; p = 0,932
X2=0,311; p = 0,578
x> =0,001; p=0,976
x> =0,995; p=0,319
x>=0,796; p = 0,373
x> = 1,693; p = 0,194
x> = 0,455; p = 0,501
x> = 0,160; p = 0,689
X = 3,480; p = 0,063
X =2,713; p = 0,100

x> =4,714; p = 0,030
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cumiromoB HO1 6bUT IPOBEfEH CPAaBHUTEIbHBIN AHAJIN3
OIVICAaHMs KIMHUYECKOV KapTVHBI 3a00/IeBaHMA Y MY>KIMH
u KeHuMH (Tabmmua 2). JlocToBepHblEe pasmmuus ObUIA
OIIpefie/ieHbl TONbKO B OTHOIIEHUH TPYFHOCTEN B 00ydeHnN
(Y maIeHTOB MY>KCKOTO IOJIa CTaTMCTIYECKY Yallle).
CornacHo poaHaMN3MPOBAHHBIM HaHHBIM MCC/IEOBa-
H1s1 60mpHbIX HO1 u3 PB, cBejeHNs 0 HaM4IMM y HUX pac-
CTPOJICTB ayTUCTUYECKOTO CIEKTPa, AeduinTa BHUMaHNA
VI TUIIEPAKTUBHOCTY He IPENCTaBJIEHbl, XOTA B MUpE Ya-
CTOTA JAHHBIX COCTOSHMII y 60/IbHBIX cocTaBmseT 30-60 %
1 25-30% COOTBETCTBEHHO [3]. DTO CBULIETENIBCTBYET O He-
06XOMMOCTI HAIPABIEHNII Ha KOHCYIbTAL[MM K IICHXO-
7I0TaM, HEBPOJIOraM 1 Icuxuarpam nanuentos ¢ HO1 s
CBOEBPEMEHHOTO BbIABJIEHNA U JIEYEHN A HEBPOTOTMYECKUX
U IICUXMYECKUX PACCTPOIICTB. DTO TeM Horee aKTyasIbHO,
IIOCKOJIbKY MHOYKeCTBEHHBIE Hellpo(uOpoMbl Ha Teje Ia-
1ueHtoB (y 64 % wnccnenoBanHbXx Hamu 6ompHbIXx HD1)
HAHOCAT UM INCHUXMYecKyo Tpasmy [3] (puc. 3). B amby-
7aTOpHBIX KapTax nauueHTtos ¢ HO1 u3 Pb ne npepcras-
JIEHO JJAHHBIX O HA/MYMM Y TALMEHTOB ICUXOIOTMYeCKIX
PaccTpOIICTB, TaKMX KaK Jenpeccus, TPeBora 1 JUCTpecc,
OJJHAKO, MICXO/iA U3 JaHHDIX HAYYHON JIMTEpaTyphl, JAHHbIE
COCTOSIHMA SIB/ISIIOTCSL 9acTO BCTPEYAOIUMUCA Y 6Ob-
Hpix HO1. Hampumep, KIMHMYECKM 3HAYMMasA Jerpeccus
ompepensaercsa y 19%, a TpeBOXHbIE PAacCTPOMCTBA —
y 15% mannmentoB ¢ HO1 [13]. VIx BbIsABIeHMe U TedeHUe
C UCHONb30BaHMEM KOHCYIbTALMII MCUXOIOTa IT03BOUT

3HAYMTENBHO MOBBICUTh KAaueCTBO >KM3HU IAIMEHTOB.
C y4eToM MCIIONb30BaHMsI HOBOTO METOMA Tepalny IJIeK-
cnpOpMHBIX HelpoPuOpoM — MHIMOUTOPA MUTOTEH-AK-
TUBUPYEMOI! IPOTENHKIHA3BI (CeTyMeTUHMOa) aKTyaTbHO
6ortee MIPOKOE BHELPEHNE JAaHHOTO Iperapara, IOCKO/Ib-
Ky IUIeKcugopMHble HelpouOPOMBI OBUIM OHMpeeIeHbl
y 38 60ompubix H®O1 n3 PB. IlokasaHuem fmst HasHauYeHUs

cenymeTHMOa B HAcTOsAlllee BpeMs ABJACTCA HOKYMEH-
TaJIbHO 3aPErMCTPUPOBAHHAA IIEKCUPOpPMHAs Heitpodu-
Opoma, a yClIoB1MeM — IOfTBePIK/IeHHBIIT Ha TeHETNYeCKOM
yposHe guarHo3 HO1 (BbIsiB/IeHHAs TeTEPO3UTOTHASI My Ta-
uys B reHe NF1) [14]. Kpurepusamu s dexTnBHOCTY ITpe-
IapaTa sAB/IAETCA YMeHblIeHJe Pa3MepOB OMYXOJM, YTO,
COITIACHO IPOBEIEHHOMY MeTa-aHanusy [12] ompeneneHo
B 75,3%. IIpn 3TOM OGONMBIIMHCTBO HEXeTATEeNbHbIX II0-
OOYHBIX peaxLuil cemyMeTnHnOa ObUIM JIeTKMMM, Hanbo-
Jlee 4acTo MOpaXkast XeMyLouHO-KUIIeIHBII TPAKT (uapest
u pBora) [12].

JakarwueHue

Hamu  mposeneno
uccneposanue 6ompHbix HO1 m3 Pecrrybnukm Bamkop-
ToCcTaH. B pesynbraTe ObUIa ompepeneHa pacpocTpaHeH-
HOCTb 007e3HM, KoTOopas coctaBmaa 1:7407, 4To 3Ha4uM-
TENIBHO pexe, 4eM B cpepgHeM 1o mupy (1:3164), ogHako
ITOCTOBEPHO GOJIbIIIE [0 CPABHEHUIO C IIPENBIAYIUMH IIe-
puonamy. CootHoweHne 60abHbIX HD1 My>X4nmH K >KeH-
IMHaM CocTaBuIo 1:1, cnopaguyeckue crydau COCTaBUIN
55%. Knuundeckass xapakrepuctuka 6onpHbix HOL 13
Pecniy6nmuky BamkoprocTaH ¢ HaHHBIMU 11O MUPY CBHU-
JETENbCTBYET O CONOCTAaBMMOJ YacTOTe€ BCTPEYaeMOCTH
Y HUX HelipodubpoM, oIryxoseit TOIOBHOTO MO3Ta, TUPO-
nedanuy, sUMIeTCHy, CKOMMo3a 1 mcepfoapTposa. Ompe-
Ie/IeHO CTATUCTUYECKN 3HAUMMO 6oJIee pefjKoe BbIsSB/ICHUE
IIEKCUPOPMHBIX HellpodnbpoM, I/IMOM 3PUTENIbHBIX He-
PBOB, HU3KOTO POCTA U CHYDKEHWsSI MHTE/IEKTA y OOIBHBIX
H®1 us Pecrrybnuku BamkoprocTtan. BoisiBieHO oTHOCH-
Te/IbHO CXOfIHas 4YacTOTa BCTPEYAeMOCTU KIMHUYECKMX
IPU3HAKOB GOJIE3HV Y MY>KYMH U KEHIIUH C JOCTOBEPHO
6oree 4YACTBIMU TPYSHOCTAMU B OOYYEHMU y MYXKUMH.

KIIMHUKO-3INAEMNOTIOTNYECKOE

Pucynox 3.

Iayuenm u3 Pb

€ MHOXMECTBEHHBIMU
KOMHBIMU

U NOOKOHHOIMU
Hetipogpubpomamu
(pomo asmopa coenaro
€ coenacus nayuenma
U €20 POOCMBEHHUKOB).
Figure 3. A patient
from the Republic of
Bashkortostan with
multiple cutaneous
and subcutaneous
neurofibromas (the
author’s photo was
taken with the consent
of the patient and his
relatives).
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Ananmus obcmenoBanHus maryeHToB Pecriy6nukn Bankop-
TOCTaH CBUETENILCTBYET O HEOOXOAMMOCTI MX HaIlpaBie-
Huit Ha MPT Bcero Tena mjst CBOEBPEMEHHOTO BBIABIICHVIS
IIEKCU(POPMHBIX HePo(h1OPOM, IIOCKONIbKY JAHHbIE OITy-
XOMM ABJIAIOTCA NMOKA3aHMAMM [/Il HAa3HAYEHUs Tepalmm
VMHIMONTOPOM  MMTOTeH-aKTUBUPYEMON IPOTeMHKIHA-
3bl. IToCKONbKY OCHOBaHMEM [yIA IIOCTAHOBKM JMarHosa
H®1 asnaworca npunaTtsele NIH knmHudYeckue xpurepuu,
HeoOXOMM MY/IBTUAVCINIIIVHAPHBI [IOfXOA B AMATHO-
cruke 6omesun. Kpome Toro, KOHCY/IbTAalUM Y3KUX CIIELIU-
QJIVCTOB MOTYT CTaTb OCHOBaHMUeM i 60Jiee TOYHOTO yCTa-
HOBJIeHuA gyarHoza HO1 B cBA3M ¢ Hamu4meM pasIndHbIX
3a007IeBaHMII CO CXOHOI KMHMKOI [15]. Tak, KOHCybTa-
s oTaIbMOIOra NO3BOINT OIpeNeNUTh y3enku Jluma,
Ha/IM4ue KOTOPBIX OMMcaHo b y 1% 6onpHbix HO1 us
Pb. KoHcynpranmy Heifpoxupypra IO3BOMIAT OHpPeNe/INTh
TaKTUKY JIedeHNA TUapoLedanmy, oyXouei 1 KICT TO/IOB-
Horo mosra. Hanpasnenue k opromeny gereit ¢ HO1 pgact
BO3MOXKHOCTb paHHeJ! IMarHOCTMKI CKeJIeTHBIX aHOMaIMi
" ux Koppexunu. VccedeHye MHOXKeCTBa HAKOYKHBIX 11 TIOJI-
KOXXKHBIX HelipodubpoM BO3MOXKHO IIpM HAaIlpaBIeHUN
B XUPYpII4YecKye OTHe/IeHN CTAallIOHAPOB, 0COOEHHO MMe-
IOLIMX B CBOEM PaCIOpsDKEHUN XMPYprudecKkuit masep [14].
[l 0OHapy>keHUA 1 JIe4eHUs pacCTPONICTB ay TUCTUYECKO-
IO CIIeKTPa, CUHApOMa fedIINTa BHUMAHNA U TUIIePaKTHB-
HOCTY, KOTHUTMBHOTO JeUINTA M AUCTPecca BCIECTBIE
Ha/In4MsA MHOXKECTBA IICMXOTPaBMUPYIONIVX OIYXOJIeN pe-
KOMEHJIOBAaHO HAIIpaBjIeHJe MAaIJieHTOB Ha KOHCY/IbTaLlii
IICMXosIora ¥ Icuxmarpa. IlepeunciieHHble Mephl TO3BOMAT
3HAYNTE/IbHO YIYYIINTh Ka4eCTBO AMArHOCTYUKI VI JIeUeHN
60nbHbIX HO1 11 HOBBICHTD Ka4eCTBO UX KU3HIL.
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