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Onyxonu 060movek nepudepmiecKknx HepBoOB,
accounpoBaHHbIe ¢ Helipodubpomaroszom 1-ro Tuma

.A. Mypzaesa'?, A.A. Cymxesuw’, ILIL. I'puniun’,
0.A. Cazonosa’, A.A. Cygpuanoe’, O.M. 3aopoockan’

! Poccuiickuii Hay4HO-HCCIIEIOBATENBCKUI HEHPOXUPYPruuecKuii HHCTUTYT uMeHHu mpodeccopa A JI. TToseHosa — ¢punnan ®IBY
HanmonanpHbIN MEIUIMHCKHN HCCIIEIOBATENLCKIIA IEHTP UMEeHU B.A. Anmazoa Mun3zapasa Poccun, Cankr-IletepOypr, Poccust

2 ®I'BY DenepanbHbIil HEHTp Helfipoxupypruu Munsapasa Poccun (Tromens), Tiomens, Poccust

3 ®T'BOY BO TroMeHCKHii rocyIapcTBEHHbIH METUIMHCKUI yHUBEepcuTeT Mun3apasa Poccun, TromeHs, Poccust

4 ®I'BOY BO Cesepo-3amnaaHblii TOCYIapCTBEHHbIH MeAUIMHCKNH yHuBepcuteT umern V.. MeunukoBa Munsapasa Poccun,
Canxkr-IletepOypr, Poccus

Pe3iome. Heitpoubpomaros 1-ro Tnna — HaciaencTBeHHOE 3a00I€BaHNe, XapaKTepHU3yoleecs: KOXKHbIMU
n wiekcnpopMHbIME Helipoduopomamu. K rurekcrnopMubiM HeliporOpoMaM OTHOCST HOBOOOpa3oBaHus,
MOpa)karoNIMe HECKOJIBLKO HEPBHBIX ITyUKOB, IOKPBITHIX epuHeBpHeM. Ha pa3pese omyxonu UMEIOT xapak-
TEpHBIH BUJT «MeIlIKa yepBei». CHHAPOMHbBIE HeHpOo(hHOpOMEI, CBsI3aHHbIE ¢ HelipoduOpomaroszom 1-ro Tnuna,
cocraisaor 10% ot obmiero uncna HelipoduOpoM, OTIIMYASCH OT CHOPATUYECKUX OONBLIMM pasMepoM,
KOJIMYECTBOM OIyXOJIEBBIX Y3JI0B U 5% PHCKOM 3JI0KaueCTBEHHOM TpaHchopmannu. O0a BUIa CBA3AHBI C
MOJIEKYJIIPHO-TEHETUUECKUMU albTepanusimMu B rene NF1 Ha 17-i1 xpoMocoMme.

B onucaHHOM KIMHHYECKOM Cilydae B OTAEICHUE MOCTyNu1 21-1eTHui My>X4lMHa ¢ MHOKECTBEHHBIMU
KO)KHBIMH 00pa30BaHMSIMH ¥ MUTMEHTHBIMU IIITHAMU THIIA «Kode ¢ Mookom». [To naHHBIM MarHUTHO-pe-
30HaHCHOW ToMOTrpaduu onpeaensuiack HoAKoKHast Helipodudpoma B 1006HOI obnactu. [IpoBeneHo xupyp-
TMYECKOE yaJeHHEe OIyX0JIU U IIPH TUCTOJIOTHYECKOM MCCIIEIOBAaHUN BEpU(BHLINPOBAHO HAIMYUE aTHITNYe-
CKOi1 HeliponOPOMAaTO3HOH OIyX0JIM HEOIPEIEICHHOTO ONOJIOTHYECKOTO MTOTeHIMAalIa, KOTOpasi BIIEPBbIE
Obula BBeleHa B KilacCH(UKALUIO OITyXOJIeH [eHTPajIbHOM HEPBHOI cucTeMbl BceMHpHON opraHnzaniu
3apaBooxpaneHus B 2021 roxy u MoxkeT HaOMIOAAThCsl TOJIBKO y MALMEHTOB ¢ Helfpodudpomarozom 1-ro
Tuna. Onucanue KIMHUYECKOTO Cllydyasl AEMOHCTPUPYET TEUEHUE, TUATHOCTUKY, XUPYPTUUECKOE JICUCHHUE
1 MOp(OIOTHUECKIE XapaKTEePUCTHKH OITyXOJIH NpH Heipodubdpomarose 1-ro Tuma.

[MTannenTty pexkoMeH10BaHO HaOIIOIEHNE JJIsl KOHTPOJISL X CBOEBPEMEHHOTO JIEYEHHSI BOBMOXKHBIX OCJIOXKHE-
HU, BKJIIOYasi PUCK Pa3BUTHS 3JI0KaY€CTBEHHOH OITyXosii 000J104eK nepudepruuecKoro Hepaa.
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Abstract. Neurofibromatosis type 1 is a hereditary disorder characterized by cutaneous and plexiform neu-
rofibromas. Plexiform neurofibroma is a tumor, involving multiple nerve fascicles, which are surrounded
by the perineurium. The tumors look like a bag-of-worms on a cross-section. Syndromic neurofibromas,
associated with neurofibromatosis type 1, account for 10% of all neurofibromas. They differ from the spo-
radic ones by their larger size, increased number, and a 5% risk of malignant transformation. Both types are
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linked to alterations in the NF'/ gene on chromosome 17. This paper illustrates clinical course, diagnosis,
surgical management, and morphological features of tumors in neurofibromatosis type 1 in a 21-year-old
male who presented with multiple cutaneous lesions and café au lait macules. MRI revealed a subcutaneous
neurofibroma in the frontal region. Surgical excision was performed, and histopathological examination
confirmed the presence of an atypical neurofibromatous neoplasm of uncertain biologic potential that is
specific only to patients with neurofibromatosis type 1. The patient was monitored for timely management
of potential complications, including the risk of malignant peripheral nerve sheath tumor development.
The World Health Organization introduced this type of tumor in the classification of tumours of the central
nervous system in 2021.
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BBenenue

Heiipopubpombl — 10OpOKadeCTBEHHBIE OITyXOJH 000-
JIo4eK nepudepudeckux HepBOB, PEICTaBIeHHbIE HEOILIa-
CTHYECKUMH [TBAHHOBCKUMH KJIeTKaMH u Gubpobiacra-
MU. Paznuyaror cnopaguueckue U acCOMUPOBAHHBIE C
HelipopuOpomaro3om 1-ro tTuna (H®1) Heiipodpubpomsl.
Hecmotps Ha GraronpusTHBIN KITMHUYECKUN IPOTHO3, HO-
BOOOpa3oBaHMs HECYT B ceOe MOTEHIIMAl MaJTUTHU3AINH
U MOTYT UMETh CKIIOHHOCTbH K MEPEPOKICHUIO B 3JI0Kaye-
CTBEHHYIO OITyXO0JIb 000J04eK MepudepudecKux HEPBOB
(300I1IH), ocobeHHO Y MAlMEeHTOB ¢ HelpopuOpoMaTo3oM
1-ro Tumna [ 1-3]. 3aboneBanue nepeaaeTcs ayToCOMHO-10-
MUHAHTHBIM ITyTE€M, YTO IOAPa3yMeBaeT JOCTaTOYHOCTh
HAJIMYKS MyTaHTHOTO T'€Ha TOJIKO Y OJJTHOTO U3 POAUTENEH,
a KpoMe TOro, MOTYT HaOJIroaThCsl MO3andHble (PopMBbI
narosioruu [4]. Yacrora Bctpedaemoctt HO1 cocrasuser
npuMepHo oauH cinyyail Ha 3000-3500 HOBOPOXKIEHHBIX.
H®1 orHOCcuTCS K TpyIe (akoMaTo30B, U CEMEHHBIX
OITYXOJIEBBIX CHHAPOMOB, XapaKTEePU3YIOLNXCSA Pa3BUTHEM
OITyXO0JIel HEPBHOM CUCTEMBI U KOXKH.

Juarnoctuka H®1 ocHOBaHA HA HANMMYWU CHICIU(U-
YEeCKUX KIIMHUYECKUX KPUTEPUEB, CPEIU KOTOPHIX 0C000e
3HauYE€HUE UMEIOT KOXKHbIE U TUIeKcu(opMHbIe HeHpohuo-
pomsl (ITH). Koxxubie HelipohuOpombl npencTaBistoT
co00ii Msrkue 6€30071€3HEHHbIE Y3€JIKU TEIECHOTO WU
KOPUYHEBATOTO [[BETA, BHICTYIAIOIIIE HAJl IOBEPXHOCTHIO
K0kd. OHU MOTYT OBITh €AMHUYHBIMU JTHOO MHOMKECT-
BEHHBIMH, BapbUPOBaTh B pa3Mepax U JIOKaJIU30BaThCs
Ha Mo0bIX yuacTkax Tena [5]. ITH B oTiuune oT KOXKHBIX
pactyT nuddy3Ho, BpacTtas B HEpBHbIE CIUIETEHHUS U OKPY-
JKarole TKaHU, U UMEIOT Oosiee BRICOKUN PUCK MaJIUT-
Huzanun. [TH o0nagarotT 0coObIM XapakTepoM pocTa, Tak
Ha3bIBAEMBbI «MEIIOK C YEPBSIMU», CIIOCOOHBI MTOPaXaTh
pasHbIe OpraHbl U TKAHHU, B YACTHOCTH MHOXKECTBO HEPB-
HBIX IIYYKOB WJIH 1IeJIble HEPBHBIE CIIJICTEHUS, BBI3BIBAs
00I1b, MapecTe3nn U KOCMETHYECKHE HEY00CTBa, UTO 3HA-
YUTEJILHO CHIDKAET KaueCTBO XHU3HU MaIrueHToB [3, 6, 7].
Takue omyxonu 0OBIYHO BPOXKICHHBIE U PA3BUBAIOTCS Y
6onee yem 50% manuentoB ¢ HO1 [4]. L. Messersmith
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u K. Krauland B cBoem uccie1oBaHUU OTMETHIIH, YTO OJU-
HOYHbIE JOOPOKAYECTBEHHBIE OIYXOJIU 000JI04YEK MepU-
bepuyeckux HepBoB 0e3 kputeprueB HD1 oTHOCAT K crio-
panudeckuM HeitpopuOpoMaM, 4aCTOTa BOSHUKHOBEHHUS
KOTOPBIX COCTaBIIsIET 0kom10 90%, B TO BpeMs KaK acCCOLUH-
poannble ¢ HO1 (cunapomusie) muib 10% [4]. [Togsunst
HelpouOpoM oTnHUalOTCsS MO KIMHUKO-aHAMHECTHYE-
CKHMM XapaKTepUCTUKAM, MOJICKYJIIPHOMY IaTOTE€HE3Y,
JAHHBIM JIY4EBBIX U MOP(OIOrHUECKUX UCCICAOBAHUH,
a Takxke 1o MporHo3y. Tem He MeHee MaKpOCKOMHUECKU
3TH MOJABUABI HEHPO(UOPOM HE UMEIOT OTIMYHM, 33 HC-
KJIIOYEHHUEM pa3MepoB, KOTOphIe OOBIYHO KpyNHEE Mpu
H®1. Heitpopubpomsr 000uX BHIOB — CHOPAAUUCCKUE
U CHUHAPOMHBIE — BO3HHUKAIOT B PE3YJIbTaTe MOJICKYISIp-
HO-TEHETHYECKHX aJbTepaluii B reHe HelpopubpoMuHa
NF1, pacTiON0KEHHOIO Ha JAJIUHHOM Iuiedye 17-i xpoMo-
comsl [3, 5, 7]. Janee nmpencrapieH KIMHUYECKUN CiTydaid
CHHJIPOM-aCCOIIMUPOBAHHON HEHPOHUOPOMBI ITPaBOii J100-
HOH 00JIaCTH Yy MOJIOIOTO MY>KYHMHBI C TIOATBEPKICHHBIM
JMarHO30M «HelpogudpomaTos 1-ro Tunay.

Knuamnyeckoe HaOnogeHne

[Nanuent, 21-neTHuil My»)4nHa, TOCTYIINI B HEHPOXH-
pYprudeckoe oTAeJeHHe ¢ Kajlo0aMy Ha HaJu4yue NATeH
KOPUYHEBOTO IBETa 10 BCEMY Tely U MHOXKECTBEHHBIX 0e3-
0oJie3HEeHHBIX 00pa30BaHU Ha JIMLIE, CTUHE, KOHEYHOCTSX,
BBI3BIBAIOIINX AUCKOM(OPT, MITKOW KOHCUCTCHIIUU TIPU
nanenauuu. [pu npoBeaeHNN MarHUTHO-PE30HAHCHOM
tomorpaduu (MPT) B ieBoii remuchepe MOKEUKa U Tie-
PUBEHTPHUKYJISIPHBIX OT/JeNIaX TEMEHHBIX J10JIeH BBISBICHBI
Y4acTKH aHoMaJIbHOro MP-curnana B pexxumax T2 u Flair,
0e3 YeTKHUX KOHTYpPOB, 0€3 MPU3HAKOB MATOJIOIMYECKOTO
HAKOIJIEHHs] KOHTPACTHOTO BELIECTBA, TAKXKE OIpeIes-
Jach MOIKOXKHAsA Helpopubpoma npaBoii 100HOH o0acTu
(puc. 1); naHHBIX 32 HAJIMYHE [JIUOM ONTUYECKOTO TPAKTa,
JIpyrux HOBoOOpa3oBaHuii He ObL10. [IprcyTcTBHE cCoMaTu-
YecKoU MaToNoruy naueHT orpuuai. [pu odransmonoru-
YEeCKOM OCMOTPE BBISIBIIEHB! MHO)KECTBEHHBIE TMTMEHTHBIE
raMapToOMbl paayxKu riasza (yzenku Jluma). [To ganHBIM
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00BEKTUBHOTO OCMOTpa o0I1ee coCTOsTHUE OBIIIO YI0B-
JIETBOPUTENBHOE; AHOMAJINH PAa3BUTHSI KOCTHO-CYCTaBHOMN
CHUCTEMBI HE BBISBIICHBI. Ha KOXKHBIX MOKPOBAX TYJIOBHUILA
OTMEYEHBl MHOTOYHMCIIEHHBIE KOPUYHEBBIE IISITHA, KOTO-
pBI€, CO CJIOB MALMEHTA, OBLTH y HETO C 5 JIET, B JUHAMHKE
YBEJIMYUBAIUCH U COCTABIISUIM HA MOMEHT OCMOTpa OoJiee
15 MM B 1uameTpe; TakKe UMeNTd MECTO BECHYILKH B IIOA-
MBIIIEYHBIX BIIAJAUHAX, B CBA3HU C YeM MalleHT HaOmonancs
y FeHeTUKa ¢ AUarHo30M «Heipopudbpomaros 1-ro Tumay,
ITOCTABJICHHBIM HAa OCHOBAaHUM KIMHUYECKON KapTHUHBI.
IIpoBeneHbI KIMHUYECKUI OCMOTP POJACTBEHHHUKOB IIEp-
BOI JIMHUY U cOOp aHaMHE3a, OTHAKO JTaHHbIE 33 HAJIN4YHE
HACJIEICTBEHHOT'O OITyX0JIEBOIO CHHAPOMA HE BBISBIICHBI.
CHUMIITOMOB MOPa)KEHUS JIbIXaTeIbHOM, CEpIAeUHO-COCY-
JIUCTOW, MOUYETIOJIOBOH CUCTEMBI, KEITyJOYHO-KHILIEYHOTO
TpaKTa, MPU3HAKOB HEBPOJIOTUUECKOro Ie(ULIKUTa HE OBLIO.
JlokanbHO B mpaBoil 10O0HOH 00JaCcTH MaJIbIUPOBATIOCH
MJIOTHORJIACTUYECKOe 00pa3oBaHUe, pa3Mepbl KOTOPOTO
npeBbInaiy 5 cM. OnpezeneHsl MOKa3aHUs K XUpyprude-
CKOMY JIEUEHUIO U ITPOBEJICHO MUKPOXUPYPTrUUECKOE BME-
maresnbeTBO. MHTpaonepanoHHO BhISIBJIEHA OITYXOJIb KeJl-
TO-CEPOT0 L[BETa OTHOCUTENIBHO MJIOTHON KOHCUCTEHITMH
0e3 YeTKUX IpaHull; OHA [TPOpacTaia yepes Bce CJI0U KOXKH
Y HaJIKOCTHUILY, UMeJIa NHTEHCUBHOE KPOBOCHA0KEHHE.
Mukpockonuyecku HOBOOOpa3oBaHue 001a1an0 HI3-
KOW ¥ yMEPEHHOH KIETOYHOCTBIO, UMEJIO MPEUMYIIIECTBEH-
HO ITyYKOBBII THIT CTPOEHUS, COCTOSIIO U3 BEPETEHOBUTHBIX
OUIOJIAPHBIX KIETOK C aCCUMETPUYHBIMU TUIIEPXPOMHBI-
MU SIAPAMHU C 3a0CTPEHHBIMHU KOHIIAMH U CKYIHOM LIUTO-

Puc. 1. Knuauko-peHTrenonornyeckue nanaele. MP xaptuna
MOJIKO)KHOH Helpo(hrOpoMBI IpaBoit 106HO# ob1acTn
(cmpenxa)

Fig. 1. Clinical and X-ray data. MRI images of a subcutaneous
neurofibroma in the right frontal region (arrow)
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w1azmMoii. OTMeYeH YMEPEHHO BBIPaKEHHBIN KIIETOYHO-
SAJIEPHBIA TOIUMOPPU3M, TaKKE UMENl MECTO BTOPOHU Iy
KIIETOK — (huOpOo0IIaCTOB ¢ OKPYIIIO-OBAIBHBIMHU SIIPAMH,
C 3aMETHBIMH SIPBIIIKAMH, PACTIONIOAKECHHBIX B BBIPAYKEH-
HOU KOJITareHO3HOM cTpome (puc. 2 A). MUKpOOKpYKeHHE
OITyXOJIU OBUIO TPENCTABICHO OOMIBHOI uMdoIIazmMo-
UTAPHOM, TUCTHOLUTAPHON HH(DUIBTPALIMENH B 0YaroBo
MUKCOUIHOM CTPOME; BBISIBISIIHCH €AMHUYHBIE MUTOTHYE-
ckue urypsi (1 mutos Ha 1 Mm?). Habnromanocs ouarosoe
HapacTaHHe KJIIETOYHOCTH, KIIETOUHO-AEPHOTr0 MOJIUMOP-
(u3Ma ¢ moTepeii apXUTEKTYPhI pPUCYHKA; IT0 Kparo 00pazo-
BaHMsI ObUTH BBIABJIEHBI ()parMEHTHl HEPBHBIX CTBOJIMKOB C
JUCTPOUUECKUMH U3MEHEHU MM, IONIEPEYHO-TI0I0CATHIX
MBIIIILL, )KUpOBO# TkaHU. I1pu okparmBanuu 1o Ban [ u3ony
BBIIEISIIACH BEIpOKEHHAs (PUOPOILIACTHKA B CTPOMAJIBHOM
KOMITOHEHTE OITyXOJIH, 04aroBo ¢ (GOPMUPOBAHUEM CTPYK-
Typ THIIA KTEPTOH MOPKOBIY.

IIpy *MMYHOTUCTOXUMHUYECKOM OKpAIIMBaHUU OTMe-
YaJIKCh sIIepHast JIOKAIU3aLMsl PEaKui C aHTUTEIaMH K
SOX10 (Dako, danus; 1:100) B mOmy iy IBAHHOBCKHX
KIeTok, Hanunuue peakiuu Ha Collagen IV (Dako, Janus;
1:100), uuromnazmaTtuueckas peakuus Ha CD34 (Dako,
Hanus; 1:100) B pubpoOracTuaeckoM KOMIIOHEHTE; IMEa
MecTo noTteps peakuuu Ha 6emok NF1 Helipopubpomun
(Cell Marque; 1:50) (puc. 2 B-D).

ITo naHHBIM MOCJEONEPALIMOHHOTO THCTOJIOTHYECKO-
r0 UCCIIeOBAHUA MOATBEPXKACHO HATMUKE aTUITHYECKOM
HelponOpOMaTO3HOH OMYXO0JIM HEONpeAeIeHHOro Ono-
noruueckoro noreHuuaga (AHOHBIT, ANNUBP, atypical
neurofibromatous neoplasm of uncertain biological
potential), koTopasi BiepBbIe BBelleHa B KJIACCU(PHUKAIIHIO
OmyXoJiel IIeHTpaJIbHOW HEPBHOM cucTeMbl BecemupHoit
opranuzauuu 3apasooxpanenus (BO3 LIHC) B 2021 rony
1 HaOII01aeTCs TOJIBKO Npu HeipoduOpomaro3zome 1-ro
TUna. Y MalueHToB 06e3 HacIeACTBEHHOTO OIyX0JIEBOTO
CHHJpOMa HOBOOOPA30BaHUE OTHOCAT K KaTETOPHUU «aTH-
nuueckas Heipopudpomay. Taxke CTOUT NOAUYEPKHYT,
YTO CTENEHb T'MCTOJOTHYECKON aHaIlIa3uu BCEX IPYTHX
HOATHUIIOB Helpogubpom otHOCHUTCs K grade 1 (BO3 ITHC
2021), B To Bpems kak grade AHOHBII He onpenenex,
MOCKOJIbKY JIJAaHHBIM MOATHIT pacCMaTPUBAETCs KaK Mpe-
mectBeHHUK 300ITH u nmeet Oonee HeOTATONPUATHBIN
IPOTHO3.

HccnenoBanue 06110 0100PEHO JTOKAIBHBIM dTHYE-
CKUM KOMUTeTOM HarroHaapHOro MeUIMHCKOTO Uccie-
JIOBaTENbCKOIo IIeHTpa UMeHH B.A. AnmasoBa (IIpoTokos
Ne 2502-22 ot 21.02.2022).

O6c¢cyxneHne

Criopagudeckue 1 CHHIPOMHBIC HEHPOPHOPOMBI SIBIIS-
IOTCS pe3yJIbTaToOM JIeNiellnu B reHe NF [, OHaKo B city4ae
CHOPaJMYECKUX OIyXOJIel TeHeTn4ecKast MyTalus HaOro-
JlaeTcs U30JIMPOBAHHO B HEOIUIACTUYECKHUX KJIETKaX, B TO
Bpems kak mpu H® 1 nopaskaercs 3aponsiieBas JMHUA [4].
A. Bui et al. B cBoeli paboTe 0TMEUAIOT, YTO OTEPS TEHOB
p53 u NFI B coueTaHUM C BHELUIHUMHU U BHYTPEHHUMHU
(akropaMu (MUKPOOKPYKECHHE, KOJIIATCHOBAsK CTPOMA,
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Puc. 2. Pe3ynsrarsl MOP(OIOTHIECKOTO HCCIACIOBAHHS ATHITHYECKON HeHpoprOPOMaTO3HOM OMyXO0JH HEOMPEIeICHHOTO
OHOJIOTMYECKOTr0 NOTEHINATIA.

A — OmyXoJb, IPeICTaBICHHAs! BEPETEHOBH/IHEIMH KJIETKaMH C THIIEPXPOMHBIMU SIpaMu (YepHasi cmpenka), IIBaHHOBCKUMU
KJeTkaMu 1 pudpobractamMu, OTMEUaeTCsl PUCYHOK «TEPTOH MOPKOBIY (uepHas 36e3004Ka), MUKCOMATO3 CTPOMEI (6envlil pomb);
OKpacKa TeMaTOKCHIIMHOM U 503uHOM, X400; B — monoxxurenpHas saepHas peakuus Ha SOX 10 B HEOITaTHYECKUX IBAHHOBCKHIX
KIeTkax (benas cmpenka), X400; C — monoxurenbHas HUTOIIa3MaTndeckas peakus Ha CD34 B pubpobractiueckom
KoMmIioHeHTe (vepnas cmpenxa), *200; D — notepst peakunu Ha Helipodubdpomun (NF1) B omyxonu (vepras cmpenxa), 200

Fig. 2. Histological examination of an atypical neurofibromatous neoplasm of uncertain biologic potential.
A — benign tumor consists of spindle cells with hyperchromatic nuclei (black arrow), Schwann cells, and fibroblasts, a “shredded
carrot” pattern (black star) and myxoid stroma (white rhomb). H&E stain, x400; B — positive expression of SOX10 in neoplastic
Schwann cells (white arrow), x400; C — positive expression of CD34 in fibroblastic component (black arrow), X200; D — negative
expression of neurofibromin (NF1) in the tumor (black arrow), X200

KPOBEHOCHBIE COCY/Ibl) IPUBOIUT B aKTUBHOE COCTOSIHHE
KacKaJiHble MyTH (Harpumep, RAS-curnanpHbIi My Th), 4TO
MOTEHIAIbHO MOXKET MCIIOJIb30BaThCS B KAYECTBE MHUILIE-
Hell TapreTHo# Tepanuu [8—10].

J1e0roT CHHIPOMHBIX HEHPOPHOPOM HAOTIOTACTCS SIS
B JIETCKOM BO3pacTe, a k 20 rogam y naryeHTa MMeroTCs Bce
MPU3HAKH MATONOTUU. B OnHMcaHHOM HaMH KJIMHUYECKOM
cilydyae 4eTKO MPOCIIeKUBAIOTCS JJIUTEIbHbIN aHaMHE3
pa3BUTHUS 3a00JI€BaHUA U TIOSBJICHUE MIEPBBIX IMPU3HAKOB
HACJIEICTBEHHOT'O OITyX0JIEBOTO CHHAPOMA €I1Ie B IETCTBE.
[To naHHBIM IUTEPATYPHI, CPEAHUN BO3PACT MAILIMEHTOB C
300I1IH na 10-15 net menbiue (28 neT), 4eM CpeaHUi
BO3pAacT MalMEHTOB CO CIOPaTUYECKUMH HOBOOOpa3oBa-
Husmu (41 rox) [11].

Knunnueckne 0coOOEHHOCTH CIIOPAAUYECKUX U CHHI-
POMHBIX OITyXOJIeH MOT'YT UMETh OOIIIE YEPThI, IOCKOIBKY
WHTEHCUBHOCTD MPOSIBICHUH KOPPETUPYET C MIIOLIAIbIO
MOpaKeHUs, JTOKaNu3auel ouara, MHOT/Aa C MECTHOJE-
CTPYHMPYIOLUIUM POCTOM M MOXET BapbUpOBaTh OT Oec-
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CUMIITOMHOTO 00pa30BaHUs IO Pa3BUTHUS BBIPAKEHHOIO
0011eBOTO CHHAPOMA, HEBpoJIorHYeckoro nedunura [2, 3,
5-8, 10, 12]. I3BecTHBI IIMpOKasi BapuaOeIbHOCTh KITMHU-
YEeCKHUX CUMIITOMOB Y MAI[MEHTOB, a TAK)KE CIIy4an coueTa-
HUs ¢ cuHapoMoM HyHan, 601e3HbI0 MOSIMOSI, PacCTpOii-
CTBaMH ayTHCTUYECCKOTO CIEKTPa, KapJHOMHUOIATHIMH,
SIUJICTICUSAMU; MIPH MO3aUIM3ME OOJIUTraTHBIC TPU3HAKU
3a00JeBaHIsI MOTYT OTCYTCTBOBAaTh. bombIie Toro, mpu Ha-
JUYUH 37I0KAY€CTBEHHBIX TIMOM Y MAlUEHTOB JETCKOTO
BO3pacTa ¢ MSITHAMU KOPHUYHEBOTO I[BETa BO3HUKACT HE-
00XOTUMOCTh UCKITFOYATh CHHAPOM Ae(UIMTa pernapayuu
OmMO0YHO CHIApEHHBIX HYKIEOTHI0B [2, 3, 5-8, 10, 12].
Jng mocTaHOBKM JAMartosa «HekWpodubpomaros
1-ro TUmay HEOOXOAMMO HATHYKE JBYX U Ooyiee TpU3HA-
KoB 3 cienyromux: (1) >6 nareH 1BeTa kode ¢ Moo-
KOM JuaMeTpoM Oonee 5 MM y neTeit u 6onee 15 MM y
B3pPOCJBIX; (2) IOAMBINICYHBIC WU MaXOBBIE BECHYIIKU
(cumntom Kpoysa); (3) >2 =elipopubdbpom mrodoro tuma
6o onHa riekcudopmHuas Heripodudpoma; (4) rmoma
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3pPUTENBHOTO TpakTa (Yalle MUIOLHUTapHas acTPOLUTO-
Ma); (5) ABe WK Oojee raMapTOMBbl paay>XKHOH 0001104-
ku (y3enku Jluma) nubo aBe uiau 6osiee XOpuorgalbHbIE
aHoManuu; (6) xapakTepHasi KOCTHas aHOMaus (aHTesa-
TepalbHOE UCKPUBIIEHHE OOIBIIEOePLIOBOI KOCTH, TICEBIO-
apTpo3 JUIMHHOW KOCTH, JUCIIIa3Hsl KITMHOBUIHON KOCTH);
(7) rereposurorHast maroreHHast Bapuanus HO1 ¢ noneit
BapuanTa 50% B HOpMaJIbHOM TKaHu; (8) ponutens ¢ HO1
(1o mepeunciieHHbIM Bhile kpuTepusaiMm) (HauuronansHbie
MHCTUTYTHI 3apaBooxpaHenus: CIIA, 1987). Ilo kpure-
pusim Legius (2021) npu Hanmu4uu poaCTBEHHUKA IIEPBOA
JUHUHU ¢ Helpopubpomaro3zoM 1-ro TUMA JOCTATOUHO O1-
HOTO KJIMHUYECKOTO npu3Haka [3, 7, 10, 12—17]. B Hamem
cllydae y MaiueHTa NpucyTCTBOBAIM Npu3Haku 1,2,3u 5
U3 IIEPEYUCIIEHHBIX, YTO MO3BOJIAET JUArHOCTUPOBATh Ha-
JM4YMe HacJIEeCTBEHHOTO OITyX0JIEBOTO CHHIpoMa. B cBs3H
C 3TUM B JUHAMHUYECKOM HaOJIOIEHIH MAIlHeHTa HE00X0-
JIUMa TOBBIIIEHHAs OHKOJIOTHYECKasi HACTOPOKEHHOCTh
B 00CJIeZIOBAaHUH BCEX CUCTEM U OPTraHOB.

Jlyuesasa ouaznocmuxa. B uccnenopanusx R. Ferner
OTMEYaeTcs, YTo TIeKcu(POopMHBIE HEHPODUOPOMBI MO-
ryT ObITh Kak AU(PQPy3HBIMHU, TaK U Y3JIIOBBIMH, TIOCIE]-
HHUE COCTaBISIOT 0Koio 15% ciyuaeB Helipohudbpom
npu H®1 u vacrora ux obHapyxenus npu MPT B 2-3
pasa BhIlIE, YeM Npu KiuHu4YeckoM ocmotpe [S]. P. Debs
et.al., U. Thakur et al. [18, 19] garor cnexyrouine MPT-
XapaKTepUCTHKH Heipopubpom: 1) mokanu3zoBaHHas
HelipoubOpoma — BepeTeHOBUAHOE 00pa30BaHUE C YET-
KUM KOHTYPOM, U30- WIH CIa00TUIIEpUHTEHCUBHBIM CHUT-
HAJIOM, CAMIITOMOM PacIIEIUICHUs )KUPOBOH KIIETUATKH;
2) nuddysHas Heiipodubpoma — OIAMKOBUAHOE UIH HH-
(unpTpaTUBHOE 00pa30BaHKE B MOJAKOXKHOM KJIETYaTKE C
Hecnenu(pUIeCKUMU CUTHAJIBHBIME XapaKTepUCTUKAMU;
3) miekcudopmHast Helipopudbpoma — nuddyszHoe HepaB-
HOMEpPHOE YTOIIIEHNE HEPBOB M MX BETBEH Ha OOJIBIIOM
MPOTSKEHUH, HecTlen(UUECKHe CUTHAIIbHbBIE XapaKTe-
PUCTUKH, OTCYTCTBYET Y3JI0BaTOCTh CTPYKTYPHI, XapaKTe-
PEH CUMIITOM MUILIEHH (TUITOMHTEHCUBHAS 30Ha B IICHTPE).
B HamieM KJIMHUYECKOM Cily4ae IOMUMO HeHpohuOpoM y
MalreHTa HaOoaIich HEOMyX0ieBble oyard T2-rumep-
MHTEHCUBHOTrO MP-curnaa B BelecTBe roJOBHOIO MO3ra,
KOTOpBIC HE TPEOYIOT JICUCHUS M XapaKTEePHBI [Tl MallH-
entoB ¢ HD1 [16].

Mopdghonoeuueckas kapmuna. IIpu THCTONOTHYECKOM
WCCIIEIOBAHUH CHHJIPOMHBIE U CIIOPAIUYECKHE OIMyXO-
JIU COCTOSIT U3 NIBAHHOBCKUX KJIETOK U (pUOp0oOIACTOB,
MOTYT HaOMIOAAThCA PUCYHOK «TEPTOH MOPKOBHY, MCEB-
JIOMEHCHEPOBCKHE TEJbIIa; B CHHIPOMHBIX OMYXOJISX OT-
MevaeTcs MmoTeps dIKCIpeccuu Oenka Helpodudpomuna
NF1; B atunmueckux popmax npu HAIMYUHU aJIBTEPALUH
CDKN2A/B OyaeTt HaOI0AaThCs MOTEPS YKCIPECCUU
pl6 [4]. das ITH xapaxkrepHOo Hanu4ue cenupHIecKOro
MHUKPOOKPYKEHHSI, B COCTAaB KOTOPOTO BXOMISAT TUCTUOIUTHL,
T-mmboruTe 1 Makpodaru, UrparoIue HemoCPEACTBEH-
HYI0 POJb B IPOrPeECCUPOBaHUM OIyXoJell HepBos [13].
Juddysnsie HeilpohuOpOMBI He UMEIOT KAICYIBI, TIOXO0
OTpaHUYEHBI, MOTYT 3aXBaThIBAaTh MPUIICKAIINE MATKHE
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TKaHH, YaCTO COJIEP)KAT MCEBIOMEHCHEPOBCKHE TENbIIA.
S.M. Belakhoua u F.J. Rodriguez nomyckaroT BO3MOXXHOCTh
COCYIIIECTBOBAHMUS HECKOIBKHX ITOATHIIOB Helipodudpom
B ogHOM ouare [20].

Atunmueckue HeHpohHOPOMBI XapaKTepU3YIOTCS Ha-
JUYHAEM KaK MUHUMYM JIBYX W3 CIEAYIOUINX MPU3HAKOB:
1) nuTONIOTHYECKas aTHINS; 2) TUIIEPKIIETOYHOCTb; 3 ) MO-
Teps apXUTEKTYpbl HeHpopHUOPOMEI (IPH OKpAIINBAHUH
TreMaTOKCUIMHOM 1 203uHOM u/uian CD34); 4) konuuecTBo
MuT030B >0,2 1 <1,5 Ha 1 MmM? . Pe3yasTarsl IpOBEIEHHOTO
HaMH MOP(OIOTHYECKOTO UCCIEIOBAHUS B COUYCTAHUU C
KIIMHUYECKON KapTUHON U MpU3HAKAMU MECTHOMH(HUIIBT-
PaTHUBHOT'O POCTa OMYXOJH CBUAETENbCTBYIOT B MOJIb3Y
JMarHo3a «aTUMu4Hasg HelipoguOpomaro3Has OMyXoJib ¢
HEU3BECTHBIM OHOJIOTHYECKUM MOTEHLIHATIOM». JTO CUH-
TaeTCs MPeIPakOBBIM HIIM PAaHHUM 3JI0Ka4€CTBEHHBIM H3-
MEHEHHEM, KOTOPOE HE COOTBETCTBYET AUArHOCTHUECKUM
kputepusim 300I1H, Ho CBsI3aHO ¢ MOBBILLIEHHBIM PUCKOM
nporpeccuposanus B 300ITH [20].

3noxkauecmeenmvie onyxoau u ux npocHos. IlanmeHTol
¢ H®1 Ha npotsbxenun Becelt xu3znu umerot 8—13% Be-
postHOCTh Bo3HMKHOBeHUs1 300IIH, yTo ABAsSeTcs on-
HOH u3 Bexymux npuunH cmeptu [20]. Oxomo 25-50%
ciryuaeB 300OITH Bo3HukaeT Ha ¢oHe Helipopudpomaro-
3a 1-ro tuna [13, 15]. B uccnegosanuu B.C. Widemann
5-neTHsAS BEDKHBaeMocTh manueHToB ¢ 3OOITH, acconu-
npoBanHoit ¢ H®1, cocraBuna 16-38%, a npu criopaau-
yeckux 300ITH ot 42 no 57% [1]. Ilo npyrum AaHHBIM,
5-7eTHssl BBKMBAEMOCTh B 000MX CIIy4asiX COCTaBIIsjia
47,2-63,4% u 76,8%, coorBercTBeHHO [21]. IIpu 3TOM
3-nerHss yactora MecTHbIX petuanBoB 300ITH nocruraer
42,9%, a otnaneHHbIx MeTacTa3zoB 49,3% [22].

IIpencraBneHHbI HAMY KITMHUYECKUH CITy4yail ONMHCHI-
BaeT AHOHBII, acconuupoBannyto ¢ HO1 y 21-netnero
MY>KYMHBL. Y TIAIIMEeHTa C JeTCTBAa UMEJUCh XapaKTepHbIe
it HO1 nsitHa 1BeTa Kode ¢ MOJIOKOM, BECHYILIKH, Y3€JIKH
Jluia 1 MHOXKeCTBEHHBIe 0€300JIe3HEHHbIE TOAKOKHBIE
o0pa3oBaHus 1o BceMy Teny. Hanuure yaacTkoB aHOMAaJIb-
HOTO CUTHAJa B JIEBOW remucdepe Mo3xeuKa 1 IMepUBEH-
TPUKYJSIPHBIX OT/JIEJIaX TEMEHHBIX J10JIeH 1o JaHHBIM MPT
xapaktepHo st HO1. /laHHBIE OTKJIOHEHUS OIMUCAHBI
B JIUTEpaType KaK HEOMyXOJeBble U3MEHEHUS TOJIOBHOTO
MO3ra U TpeOyroT nuddepeHnnaIbHol THarHOCTUKH C
HOBOOOpa3oBaHUsAMH. Hannune 06beMHOT0 00pa3oBaHus
pa3mepoM Oosee 5 ¢M, CHIDKAIOIIETO Ka9eCTBO KU3HU Ta-
[IUEHTA, MOCTY>KUJIO OCHOBAHUEM JI XHUPYPrHIE€CKOTO
BMeIIaTeNbCTBA. | MCTOJIOTHYECKOe HCCeJOBaHNE TTO3BO-
JIUITO IPOBECTU AU PepeHINaTbHYIO TUaTHOCTUKY C IpY-
TUMH OITyXOJISIMH HEPBOB, OTIPENIEIUTH MOITHUII U CTEIICHb
TUCTOJIOTMYECKOM aHarIa3uu.

3akmoueHnne

OnucaHHbIN KTMHUYECKUH Cllyyall IpeacTaBiseT aTu-
MUYECKYI0 HeHpohuOpoMaTo3HYI0 OMYXOJIb HEolpee-
JICHHOTO OHOJIOTMYECKOTO IMOTEHIINAA, KOTOpPasi BIIEPBEIC
ObLIa BBENICHA B KIIACCU(DHUKAIIIO OIyXOJIeH [ICHTPaTbHON
HEPBHOI1 cucTeMbl, pazpadoranHyto BecemupHoii opranu-
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3auueit 3apaBooxpanenus B 2021 roxy, u HaOnonaercs y
MAIUEHTOB ¢ HelpopubpoMaro3oM 1-ro Tuna. BeisieieHue
JTAaHHOM HO30JIOTUH KpaiiHe Ba)KHO B KIIMHUYECKOH MPaKTu-
K€ OHKOIIaTOJI0r0B, OHKOJIOT'OB, TEHETUKOB 1 HEUPOXHUPYP-
TOB JJ151 CBOEBPEMEHHOTO JICYSHHU S JAHHOTO MPEIPaKOBOr0
COCTOSIHHSA, YTO MO3BOJISIET IPEAOTBPATUTD Pa3BUTHE 3J10-
Ka4eCTBEHHBIX OITyXOJIei 000I0YeK MepudepuaecKux Hep-
BOB U YJIYYIIUTh HE TOJIBKO KaU€CTBO >KU3HU MAIMEHTOB,
HO U nporHo3. HeoOxonumel qanpHeie uccae10BaHus
IUIs1 pa3pabOTKU TapreTHOU Tepanuu C Leblo JeUeHUs
HelipopuOpoM y HeonepabeIbHbIX MAIlEHTOB.
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Jbxamuist AnunbxaHoBHa Myp3aeBa — acniupaHnTka 3-ro Kypea kadenpsl natonaoruyeckoit anaromun PHXU um. npo¢. A.JI. ITonenosa — ¢puman
OI'bY HMMULI um. B.A. Anmasosa, Bpau-natonoroanaroM denepanbHoro nenrpa Heripoxupypruu (Tromens).

Anuna AnekcanapoBHa CylIKeBUY — CTy/IEHTKa 4-ro Kypca Kadeapbl aToJIOTHYeCKO aHATOMUH MHCTHTYTa KIIMHUYECKOH METUIIMHbBI
Tromenckoro I'MYVY.

ITnaron [TnaronoBud [puminH — cTyneHT 5-ro Kypca kadenpst naronorunyeckoit anaromunt C3IMY um. .U. Meunukosa.

Ounbra AnaronseBHa Ca30HOBa — acCHUCTEHT Kadeaps! naronorndeckoit anaromuu C3IMY um. M.M. Meunuxosa.

Anpbept AkpamoBry CyduaHoB — JOKTOp MEAMIIMHCKUX HayK, podeccop, wieH-koppecnonaeHT PAH, rmaBusiii Bpau denepanpHOro eHTpa
Helipoxupypruu (TioMeHb).

Onus MuxaitnoBHa 3a0pojickasi — JOKTOp MEAMIIMHCKUX HAYK, 3aBEAYyOIas HayYHO-HUCCIIeI0BaTEeIbCKO Taboparopuei maroMmophoaoruu
HepBHO# cuctembl PHXU um. ipod. A.JI. TTonenosa — ¢punmuan ®I'BY HMUIL um. B.A. Anma3zoBa, 3aBenytomas kadeapoit maToaoruueckoi
aHaromuu C3I'MY um. .J1. MeunnkoBa.
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