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Pestome

Heiipodubpomartos tuna 1 (HO1) npeactaBnset coboil pacnpocTpaHeH-
Hoe (1/3000) ayTocOMHO-A0MUHaHTHOE 3ab0/1eBaHMe, CBA3aHHOE € My-
Taumen B reHe NF1, pacnonoxeHHOM Ha i/IMHHOM nfeye 17 XpoMoCOMbl

(17911.2). HO1 gmarHocTUpyeTCA C UCNOb30BAHUEM XOPOLLIO U3BECTHBIX

KJIMHUYECKUX KpUTEPUEB: NATHA LiBETA «KO(E C MOSTOKOM», «BECHYLLIKU»
B MOJMBILLIEYHBIX W NaxX0BbIX 061aCTAX, KOXHbIE U NOAKOXHbIE Heli-
poduOPOMBI, FIMOMbI 3pUTESIbHBIX MYTel U creuuduyecKkne KoCTHbIE

aHoManuu. [1aTorHOMOHUYHBIM NPU3HAKOM 3aboneBaHus sBAseTCS

nnexkcudopMHas Herpodumbpoma (MH), koTopas npepcTasnseT cobon

L00poKayecTBeHHY0 onyxosb U3 060/104eK Nepudepuieckux HepBoB

nBctpedaetcay 30-50% naumeHTos ¢ HO1. Kpome obLwimpHoro cnekTpa

KJIMHUYECKUX NPOSIBNIEHMIA, TAKMX KaK D0N1eBOV CUHAPOM, ABUTaTeNbHbIE,

LbIXaTesbHble HAPYLLEHWS, HEBPOJIOrMYECKUIA AeULINT, KOCMETUYECKUI
AedekT umeetcs okono 15% pucka TpaHcdopmaumu [H B 310KkayecTBeH-
HY'0 0MyXosb U3 0bonoyek nepudepuyeckux Hepsos (300MMH). Cneayet
0TMETUTb, 4TO Neyenue [H ABNseTCA CNoXHoI 3afayeld, KoTopas He
MMeeT 0[LHOr0 CTaHAAPTHOr O peLueHus. Tak, onepaTMBHOE BMeLLATe b~
CTBO, KOTOPOE ABMIANIOCH «30J10TbIM CTAHAAPTOM» U OCTAETCA OAHUM U3
OCHOBHbIX METO/0B JIEYEHUS,, HECET CYLLECTBEHHbIE PUCKM, TaKME KaK
MOCTONePaLMOHHbIN HEBPONOTUYECKNI JeULMNT, BLICOKUA PUCK MHTPa-
0nepaLMOHHbIX KPOBOTEYEHWN W CONPOBOXK LAETCA 60BLUNM NPOLEHTOM
pewunamBoB. [103TOMy NosBAEHWE TapreTHOM Tepanum U NPUMeHeHHe ee
Ha Tepputopumn PO ¢ 2021 rofa BHECI0 3HAUMTENbHBIN BK1AS, B leYeHne
CUMMNTOMATUYECKNX HeonepabesibHbIX NNeKCU(OPMHBIX HeiipodrbpoM.

Knioueseie cnoBa: Heiipodubpomatos, Heilpodubpoma, rmoma, naTHa Jluwa, nnekcndopMHas Hempodubpoma, TapreTHas Tepanus
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CLINICAL CASE

Neurofibromatosis type 1:

short review and clinical case

F.I. Nakhusheva

Reasearch Clinical Institute of Childhood of the Ministry of Health of the Moscow Region, (24 A, bldg. 1, Comintern str., Mytishchi, 141009, Russia)

Summary

Neurofibromatosis type 1 (NF1) is a common (1/3000) autosomal
dominant disorder associated with a mutation in the NF7 gene, located
on the long arm of chromosome 17 (17q11.2). NF1 is diagnosed using
well-known clinical criteria: café au lait spots, axillary and inguinal
freckles, cutaneous and subcutaneous neurofibromas, optic pathway
gliomas, and specific bone abnormalities. The pathognomonic feature of
the disease is plexiform neurofibroma (PN), which is a benign peripheral

nerve sheath tumor that occurs in 30-50% of patients with NF1. In
addition to a wide range of clinical manifestations, such as pain, motor,
respiratory disorders, neurological deficits, cosmetic defects, etc., there
is about a 15% risk for the development of malignant peripheral nerve
sheath tumors (MPNST). And it should be noted that the treatment of
PN is a complex task that does not have one standard solution. Thus,
surgical treatment, which was the “gold standard” and remains one
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of the main methods of therapy, carries significant risks, such as
postoperative neurological deficit, a high risk of intraoperative bleeding
and is accompanied by a high percentage of relapses. Therefore, the

emergence of targeted therapy and its use in the Russian Federation
since 2021 has made a significant contribution to the treatment of
symptomatic inoperable plexiform neurofibromas.

Keywords: neurofibromatosis, neurofibroma, glioma, Lisch nodules, plexiform neurofibroma, targeted therapy
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Omnpepenenne u SNNAEMUOTOTUA

Heitpodubpomaros I tuna (HP1) - ayTocoMHO-TOMUHAHTHOE
reHeTn4eckoe 3abojeBaHme, 06yCIOBIEHHOE MyTal1ell
B reHe NFI, 1 accCOUMMpPOBaHHOE C KOKHBIMI U OIyXOJe-
BboIMM TIposiBrieHusMu [1, 2]. 3abomeBanue ObIIO OMMCAHO
B 1882 ropy Hemenkum Bpadom Opuppuxom o Pexnmur-
xayseHoM [2, 3].

H®1 aBnsercs ofHUM U3 CaMbIX PacpOCTPaHEHHbIX Hell-
poreHeTH4eCKNUX 3a00/IeBaHNII C YACTOTO BCTPEYaeMOCTHI
oxo710 1:3000 >xuBopoxxgennbIX. [Ipumepno y 50% maunuenTos
HaO/TI0/IAI0TCs CIIOHTAHHBIE MyTaLlUU de 1OV, @ Y OCTa/IbHBIX
50% H®1 nepepaercs mo HacnencTsy [1, 4, 5, 6]. 3abonesa-
H1e xapakTepusyeTca 100% rneHeTpaHTHOCTDIO K 5 TOJjaM, HO

ITNOIOruA U NaToreHes

I'ern NFI, KOTOPBIIT KApTUPYETCA Ha J/IMHHOM IIjiede 17 Xpomo-
combl (17q11.2), xapakTepusyeTcs MWUPOKUM MYTaLVIOHHBIM
criekTpoM. Ha cerogHsuumii feHb 3aperucTpupoBaHo 6osee
3000 renomHbIX BapnaHTOB [1]. OH KoguUpyeT OemoK Helpo-
¢GbuOpOMNUH — HUTONIA3MAaTUIECK T O€/IOK, HeIICTBY IOI M
KaK HeTaTUBHBII PeryasaTop pocra u nponudepanun Kie-
ToK [3]. Heitpodubpomun akTuBupyer ryaHosuntpudocdar
(I'T®), koTOpPBLI y4aCTBYET B MEXaHU3MAaX IIOAB/ICHIIS POCTA
KJIeTOK ITyTeM perynsaunn 6enka RAS, B 4acTHOCTH, IyTeM
npeobpasoBanus akTuBHO GopMbl RAS-I'TD B HeaKTUBHYIO
¢dbopmy RAS-TTI®. CrepicrBremM 0TCy TCTBUS HelipodubpoMmHa
SIB/IsIETCST U3OBITOK aKTUBHON GpopMbl RAS-TI'T®, uto cioco6-
CTBYeT U30BITOUHOMY POCTY K/I€TOK U IIPUBOLUT K OHKOI'€HEe3y

JuarHoctnyeckue Kkpurepun Jlermyca

Kpurepun guarnoctuku HO1 6611 ycTaHOBIEHBI KOHCEHCYC-

HOI1 KoH(epeH1eil HalmoHa bHBIX MTHCTUTYTOB 3[PaBOOX-

panenns (NIH) 1 mmnpoxo 1Cronp30Baniuch B KIMHINIECKOIT

IpaKTMKe C MOMEHTA UX [IepBOHAYAIbHON GOPMYIUPOBKYI

B 1988 r. OHAaKO OTKPBITHE PYTUX TeHeTUYeCKUX HapYILeH NIt

C KJIMHMYeCKNMY cuMmnromamy, cxoxumu ¢ HO1, u HoBble

BO3MOYKHOCTU MOJIEKYIAPHO-T€HeTUYeCKO JUAaTHOCTUKI

chenany HeoOXOAMMBIM ux nepecMoTp. B 2021 r. rpymma sKc-

[epTOB ONyO/INKOBa/Ia IePeCMOTPEHHDIE JUATHOCTIUYECKNEe

kputepun HO1 B kauecTBe MeXYHAPO/IHOM KOHCEHCYCHOII

pexomenparuu (maén. 1) [10, 12].

1. ITpy HaMMYMY TONIBKO IUTMEHTHBIX IIATEH VTN «BECHYIIEK»,
puaruo3 HO1 nanbosee BeposTeH, HO CIEAYeT UCK/ITIOYATh
Apyrue 3a601eBaHMs CO CXOKMMU KIMHNYIECKUMIU POsIB-
neHuaMn (Hanpumep: cunppom Jlernyca). Kak MUHUMYM

Knnuanyeckas kapTuHa

OYeHb BapuabebHOI 9KCIIPeCCUBHOCTBIO [3]. Bcero Heckonbko
reHOTHUI-PEHOTUINYECKUX KOPPEeIALNIL N3BECTHBI MEX/Y
KOHKPeTHBIMM) MYTaHTHBIMU ajutensamyu NFI v cooTBeTCTBYI0-
My K1nHndeckumy gperorunamu. OfHa 13 HUX — 9TO HOJI-
Has fienerysi rena NF1, cBsisaHHasI € pa3BUTHeM Heltpopubpom
B 00/lee paHHEM BO3PAcTe, OBBIIIEHHBIM PYCKOM Pa3BUTHUA
3/I0Ka4eCTBEHHBIX OIIyXO0JIeil 13 060/104ek meprdepniecKnx
HepBoB (30O0ITH) 1 KOrHUTUBHBIMM HapyLIeHNAMN. Bropas
KOppesLus IpefcTaBsier coboii genennio 17 sxsona (¢.2970-
2972 del AAT), cBA3aHHYIO C TUNMYHBIMY TUTMEHTHBIMU
ocobernocts My HP1, Ho 6e3 KOXKHBIX M I1eKCUPOPMHBIX
Hertpodubpom (2,7, 8, 9].

[1, 2, 10]. Hekourponupyemas akrubanus RAS MoxxeT mpu-
BECTH U K HePeKPeCcTHO aKTUBALUN JPYTOr0 BaXKHOTO IIyTH
nponudepanyn u BbDKMBaHMs KieTok — mytu PI3K-mTOR.
HeltpodunbpoMmH Tak)Ke y4aCcTBYeT B PEryIALUM [IUKINYe-
ckoro azeHo3nHMOHOpochaTa (AMD), KOTOPHII BIAMsET Ha
¢yukiuu THC u, 4T0 Ba)KHO, Ha 06pa3oBaHue IIINOM 3PUTeTb-
HBIX HepBOB [3, 11]. Taknm 06pasom, morepsi HeitpopubpommHa
MOYKET IPUBECTH K 3a00/IeBAHUIO HECKOTIBKUMM Ty TAMIA.

Y 5% nanuenros H®1 nposnsercs B Mo3andHoit Gpopme, —
HOpa>keH OJVH CerMEHT TeJIa, HallpUMep, — OfHa KOHEYHOCTb.
Takme crmydan ABIAIOTCA pe3yTbTaTOM FeHETMIECKOTO MO3aN-
1M3Ma C MyTalusAMY, BOSHUKAIOIIVMY B Pa3BUBAOIIeMCs
9MOpIOHE 110CIIe OIIONOTBOPEH NS [2].

1 uau 2 NUTMEHTHBIX M3MEHEHUI NOIKHBI ObITh OuMIaTe-

Ppa7bHBIMIL.

2. Jucnnasus Kpblia KIVMHOBUAHON KOCTU He SIB/IAETCSA OT-
TeNIbHBIM KPUTEPMEM B C/Tyyae UIICUIATEPATbHOTO pacIio-
JIOKeHMsI IeKCUPOPMHOIT HetpohuOpOMBI.

Xo0TA «K/1accu4ecKme» KpUTepuy CorylacoBaHbl ¥ MIVPOKO MC-
HOJIb3YIOTCA, B IOC/IE/HIIE TOMIbI OBIIN OIIMCAHbI HOBbIE KOXKHBIE
Y BHEKOXKHbIe IpusHaku. [IpuMepoM 3TOro ABIATCA «He-
OTIO3HAHHBIE CBETSIMECS 00BEKTh» — TOOPOKadeCTBEHHBIE He-
Iporpeccupylouiye nopaxeHus, KoTopble Ha T2-B3BelIeHHbIX
1300parkeHNsIX HA MATHUTHO-PE30HAHCHOIT ToMorpaduin ro-
noBHOro Mosra (MPT I'M) BBII/ISAT KaK TUIIEPUHTEHCUBHbIE
ovaru. Heckonbko uccinefoBanmii I0Ka3aan BbICOKYIO YyB-
CTBUTENBHOCTD Y fieTeit (70-97%) 1 BBICOKYIO CrieninpMIHOCTD
(79-100%) aTOrO AMATHOCTIYECKOTO MapKepa [3, 13, 14].

H®1 numeeT Becbma Bapl/[a6eany10 KIIMHMYIECKYI0 KAPTUHY, CMMIITOMBI M IX TAXKECTD CMJIDHO PA3/INMYIAI0TCA Jlake cpean HIOHCI?I,

MMEOINX OGVH U TOT )Ke reHeTndeckuit gedekr [5, 7, 15, 16].



ITsTHa BeTa «Kode C MOTOKOM»

CaMBbIM XapaKTepPHBIM 11 y3HaBaeMbIM KO>KHBIM IIPOsIB/ICHIIEM
H®1 sBasforcs msiTHa 1jBeTa «Koge ¢ MOIOKOM», KOTOpble
OOBITHO IIPEACTABISAIOT COOO0IT IIOCKIE, PABHOMEPHO T'UIIEP-
[UTMEHTHPOBAHHBIE IISITHA C 4eTKO BHIPA)KEHHBIMI IPaHNI{a-
mu (puc. 1). Yacrora nx Bcrpedaemoctu 1o 99%. Kak pasmniio,
OHU NPUCYTCTBYIOT C POXKAEHMSI U UX KOTNYIECTBO yBETNIN-
BAeTCs B T€YEHIIE TePBBIX HECKOIbKIX JIeT )K13HM [1, 7, 13, 16].
I'mcTonmornyecky 9Tu mopaXkeHnsi 06yCIOBIEHbl HOBBILIEH-
HOIT Tponuepalyeil SIyepManbHbIX METAHOLUTOB, 1, KaK
ClIefiCTBUeE, 6a3anbHON rUIepIUrMeHTalyel srmugepmuca [3].
[TsaTHA 1[BETA «KO(E C MOTOKOM» SIBIAIOTC OTINYUTETBHON
geproit HO1, Ho OHM TaK)Ke 0OHAPY)KMBAIOTCS U IIPU FPYTUX
reHeTM4YecKux 3ab0/IeBaHNsAX, TAaKUX KakK cuHgpoM Jlernyca,
cuHipoM MaxkkproHa-Onbpaiita, CMEAPOM YOTCOHA, CHHAPOM
Hywnan, ty6eposubiit ckiepos, curgpom LEOPARD, 6onesub
Kaynena, MHOXXeCTBeHHbIe 9H/JOKPMHHbIe Heortasuu 1 u 2B,
aTaKcus-TeleaHraKTasus u cuugpom bryma. Kpome rtoro,
OAVIHOYHbIE CBET/IO-KOPMYHEBBIE IISITHA SABISETCS YaCThIM
sABJIeHVEM cpefu HaceneHus B uenom (0,3-36,3%). Ilostomy
nna guarsoctuky HO1 HeobxonmMo Haam4me, 1o KpaiiHel
Mepe, 6-Tu 1 6ojiee MsITeH IBeTa «KOde C MOTOKOM», IIPH-
4eM, Y MAIMeHTOB IIpeny6epTaTHOro BO3pacTa = 5 MM B ua-
MeTpe -y Al eHTOB IOCTIybepTaTHOro Bospacra =15 mm [1, 12].

«BecHYIKM» KOKHBIX CKIIaIOK

ITopMpllIeYHbIE Y TAXOBbIE «BECHYLIKN» (JIEHTUTO) OOBITHO
UMEIOT IYaMeTp 1-3 MM ¥ BBIIJIAMAT KaK KpOIeYHbIe KOpIY-
HeBbIe IIATHA, TOKa/IN30BaHHbIE YacTo rpynmamu (puc. 2).
B ornnune oT nsiteH «kode ¢ MOTOKOM», OHM CTAHOBSITCS
3aMeTHBIMIU B 6ojlee o3gHeM fieTcTBe (K 6 rofam —y 81% ma-
LIVIEHTOB, a K 7 rofgaM — nourtu y 90%) [3, 7, 12]. VIx BHeurHmit
BUJI QaHA/IOTMYeH BECHYIIKAM, BbI3BAHHBIM COTHEYHBIMH /1y-
gamt, HO pyt HO1 0HY 06BIYHO BO3SHMKAIOT B 00/IACTSIX KOXKI
C MUHMMAaJ/IbHBIM BO3[IEMICTBIEM COIHIIA MM BOOOILE 6€3 Hero:
HOZIMBbIIIIEYHbIE U IAXOBble 00/IaCTH, IpU/Ieralas IOBepX-
HOCTb KOXU IIOf] TPYAbIO Y JKEHIIVH, OCHOBAHMeE IIIeU, BepPX-
Hue Beku [1, 3, 13]. Tucronorndeckas cTpyKkTypa nieHTUYHa
ISATHAM IIBeTa «Koge C MOOKOM». Tak)Ke «BeCHYIIKI» MOTYT
noABNATbcA npu cuHpapome Jleruyca, cunppome LEOPARD,
6onesun Kaynena n cunppome Ileiirija-Erepca [1].

I'moMbpl 3puTeNbHBIX MyTEN

[/111OMBI 3pUTEIbHBIX Ty Teil IPeJICTABIAIT CO6011 JoOpoKade-
CTBEHHbIE OIIYXO/IM, BCTpedauuecs y 15-20% pereit ¢ HOL.
OO6BIYHO OHM ITOABIIAITCA PAHO (CPEHNUIT BO3PACT COCTAB/IACT
4,2 ropa). I'ncromornuecky rMoMbl IIPeCTaBIAT COO0It IoBe-
HUJIbHbIE IUJIOLMTaPHbIE ACTPOLMTOMBI, KOTOPbIE ME[ITIEHHO
PacTyT U MMEIOT HU3KUII IIOTeHIMA/ 3/I0Ka4eCTBEHHOCTM.
Hanbonee 4acTo BCTpEYaIOTCA I/IMOMBI 3PUTENILHBIX HEPBOB
U 3pUTENbHOTO Nepekpecta (12, 13, 17]. [ImoMbl 3puTeNIbHbIX
HEPBOB MOT'YT IIPUBOIUTD K OfHOCTOPOHHEMY 3K30(DTanbMy,
CHVKEHVIO OCTPOTBI 3peHus, fedeKTaM IIoJIell 3peHM s, KOCOo-
I7Ia31I0, a IPY [TOPaXKEH MM XMAa3Mbl MOXKET PUCOEUHNUTHCA
U IpeX/ieBpeMeHHoe 1o/10Boe passutue [3, 18, 19]. Jleuenne
HeoOXOAMMO TONBKO HeGObIIOMY IPOLEHTY Nal[MeHTOB,
Y KOTOPbIX Pa3BUBAITCA CUMITOMATUYECKIE TTTMOMBI C KJIM-
HIYECKM 3HAYMMBIM POCTOM M IIPOTPeCCUPYIOIEeN IoTepent
3penus. [lepBoit mHMel Tepanyy i1 60IbLUIMHCTBA HallMeH-
TOB C CUMIITOMaTUY€CKOJ I/IMOMOI ABNAETCA XMMUOTEPATIN L.

ApxuB neguaTpuu u feTckoit xupypruu Ne2 [2] 2024 roga @

Ta6nuua 1.

[narHoctnyeckue kputepun HO1 (Legius, 2021)
Table 1.

Diagnostic criteria for NF1 (Legius, 2021)

A: HO1 guarHocTupyetcs y feTelt 34,0p0OBbIX POAUTENEI NPY HANMYUMN ABYX
1nn bonee Npu3HakoB

A: The diagnostic criteria for NF7 are met in an individual who does not have a parent
diagnosed with NFT if two or more of the following are present:

>6 CBET/I0-KOPUYHEBBIX («<KODE C MOSIOKOM») MUTMEHTHBIX
NSTEH: — Y NaLMeHTOB NpenybepTaTHOro Bo3pacTa = 5 MM — Y NaLueHToB
| noctny6eptaTHoro Bo3pacTa =15 Mm (1)
Six or more café-au-lait macules over 5 mm in greatest diameter in prepubertal
individuals and over 15 mm in greatest diameter in postpubertal individuals

I «BecHyLKM» B NoAMbILIEYHOT UK naxoBoi obnacTsax (1)
Freckling in the axillary or inguinal region (1)

m oz 2 Heiipounbpom Ntoboro TMNa M oAHa ninekcupopmHas Helpodubpoma
Two or more neurofibromas of any type or one plexiform neurofibroma

|y [7moMa spuTesibHoro Hepsa
Optic pathway glioma

[lBa v 6onee nateH JInwwa Ha pafyxHoi 0605104Ke, BbISIBIEHHbIX NPY 0CMO-
Tpe C NOMOLLbI0 LLLeNIeBOI IaMMbl, AW > 2 aHOMaNi COCYANCTO 060104KM
rnasa-—fpKue, HeoAHOPOAHbIe y3esku Ha OKT (onTuyeckas KorepeHTHas

V' toMorpacdus)/nasepHoit ckaHMpyloLLeit 0TanbMoCKonnm)
Two or more iris Lisch nodules identified by slit lamp examination or two or
more choroidal abnormalities (CAs)—defined as bright, patchy nodules imaged
by optical coherence tomography (OCT)/near-infrared reflectance (NIR) imaging.

XapaKTepHble U3MeHeH!s KocTel (2): AUCniasus Kpbia KIMHOBUAHOM KOCTH,
nepefHenatepasnbHas Aucniasus 6onbLuedepLoBoi KOCTU UK NCeBAOAP-

VI Tpo3 AnuHHOI Tpy6yaToil KocTu
Adistinctive osseous lesion such as sphenoid dysplasia, anterolateral bowing of
the tibia, or pseudarthrosis of a long bone (2)

[eTepo3nroTHLIN NaToreHHbIit BapuaHT reHa NF7, BbISBNSEMBIA B HOPMasbHbIX
yj|  TKaHsX, Hanpumep — NeiKoLMTbI, KNeTKU ByKKanbHoro anuTenus

A heterozygous pathogenic NFT variant with a variant allele fraction of 50% in

apparently normal tissue such as white blood cells

B: HO1 guarHocTupyetcs y AeTeit, poanutenu Kotopbix ctpagant HO1 npu Hanuuum
ofHoro v 6onee kputepues A

A child of a parent who meets the diagnostic criteria specified in A merits a diagnosis
of NFT if one or more of the criteria in A are present

PucyHok 1. PucyHok 2.
MsTHa LuBeTa «Kode ¢ MOIOKOM» «BecHywwKku» B naxoBoit 0bnacTtun
Figure 1. Figure 2.

Macules “café-au-lait”

Xupyprudeckoe BMEIIATENbCTBO MMEET OU€Hb OTPAHIYEHHOE
IIOKa3aHIle, TOCKO/IBKY OHO MOXKET IIPMBECTH K HeOOPATHMOMY
HeBpoorndeckomy feduunty. JlydeBoe nedeHne IIMoM He
pexomerpyercs geTsiM ¢ HO1 13-3a HOBBILIEHHOIT BEPOSTHOCTI
PasBUTHUS BTOPUYHBIX 3/I0Ka4eCTBEHHBIX HOBOOOPA30BaHMIL,
oM unu 30OO0ITH [13, 16, 19].
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OpTroneanyeckye NposBIeHUA

Juicnnasus JAMHHBIX TPyOUATHIX KOCTel, Habmoaemast
npuMepHo y 5% maruentos ¢ HO1, 06pr4HO mopaxaer 60/1b-
1e6epLIOBYI0 KOCTb M1 4aCTO MPOSIB/IAETCS ITepeHe60KOBBIM
UCKPUBJICHNEM, KOTOPOE MOXKET IIPOTPeCcCUpPOBaThb IO Iepe-
noma. [Tomnmo 607b11e6€pIIOBOIT KOCTH, IOTEHI{MATBHBIMY
y4acTKaMU AMUCIIa3UM, XOTS U Pedxe, ABIAITCA Mamobep-
1[0Basi, IydeBas 1 jJ0KTeBas Koctu. CTOUT J06aBUTD, YTO
AUCIIIA31sA AIMHHBIX TPyOYaThIX KOCTEI MPOABIAETCA Ha
IIEPBOM IOy KU3HI 1 OOBIYHO He CBsI3aHa C HellpopuOpomoit
(12, 13, 16].

Jvcnnasusa KpbiibeB KTMHOBUIHON KOCTH ABIACTCA OT-
nn4KTenbHON ocobeHHocTbio HP1, 06HapysxuBaemoit y 1-7%
pereit ¢ HO1 u gacto 6piBaet ogHOCTOpOHHEI. KnnHmaeckn
IpPOSAB/IAETCA YacTO B Bo3pacTe Ao 2-X eT. K ee cumnromam
OTHOCATCS HAPYIIEHVS CO CTOPOHBI OPOUTHI 1, KaK CIe[ICTBHE,
Iy/IbCUPYIOMINTT 9K30(TaIbM. AHOMAJIBHBII POCT Yeperna,
CBA3AHHBIN C MOpakeHNeM KPbIIbeB KIMHOBW/IHO KOCTH,
TaK)Ke MOXKeT IIPUBECTY K IPOTpeccUupyoiuM fedpopMaram
nuIeBol yacTu yeperna. OfHaKO JUCIIIA31A YaCTO BOSHNMKAET

Od¢Tranpmonornyeckue NposABIeHN

V3enku JInina — 5T0 NTMIMEHTUPOBaHHbIE TAMAaPTOMbI pafly K-
HOJI 060/109K11, KOTOpbIe HAYMHAIOT PAa3BUBATHCSI B BO3pACTe
3-x neT n o6HapyxuBatoTca y 100% nanyeHToB B BO3pacTe
30 set. 9TO 6CCUMIITOMHDIE, XE/ITO-KOPUIHEBbIE KYIIOIOO-
6pasHble MAIy/Ibl PAZyXXHOI 000/I0YKY fuaMeTPoM 1-2 MM,
KOTOpbIE BU3Ya/TIU3UPYIOTCS IPU UCCAETOBAHNM C TIOMOLIbIO
mesnesoit mamibl (puc. 3) [12, 13]. Tucromorndeckn ysenku
JInura npeacTaBiIsioT co60il MeTaHOLUTapHBIE FaMaPTOMBI,
cocToslMe U3 CKOIJIEHUsI BEPEeTeHOOOPasHbIX K/IETOK Ha
HepeiHeil II0OBEPXHOCTI PALY>KHOI 060/104KN. XOTA Y3e/IKI
JInia He BIMAIOT HA OCTPOTY 3PE€HM A, OHY Ba>KHBI, IOCKO/IbKY
SIBJISIFOTCS O HVM 13 IMarHoCTHIeckux kpurepues HOI [3, 16].

Heiipo¢pubépompr

Heitpodubpomsr (HD) npencrasnsioT coboit jobpoxade-
CTBEHHbIE OIIYXO0/N U3 060/1049€eK neprdeprniecKnx HepBOB
U ABJISIOTCS OfHMM M3 OCHOBHBIX mpusHakoB HOI [1, 7, 13].

Cy1ecTByeT HeCKO/IbKO Pa3MIHbIX BULOB Heitpodubpom,
HO UX KJIaccuduKalyusa IpOoTUBOpednBa. BONbIIMHCTBO 9KC-
[IEPTOB BBIZIE/ISIOT KOXKHBIE, IIOAKOXXHBIE U IIeKCU(OPMHBIE
Hertpodubpomsi (1, 3].

Ko>xHble (11y1 fepMaibHble) Heitpo(rOpOMBI IIpefCTaBIIs-
10T 06011 MATKIE Y3€/IKI Te/IeCHOTO M/IN IIYPIIY PHOTO IBETa,
KOTOpbIE II0 Mepe pocTa MOTYT IpuobpeTarb HOXKY. OHu
OOBIYHO Pa3BMBAIOTCSA B MO3/IHEM IIOJPOCTKOBOM BO3pacTe
U 0OHapyY>KMBAIOTCs Y MOABs0Iero 6oabmnHcTBa (>95%)
nanueHtoB ¢ HOL. VX Kon14ecTBO BapbUPyeT OT HECKOJIb-
KIX 10 THICSIY 06pasoBaHmMil. XOTs 3TV HOBOOOpa3oBaHus
ABJIAIOTCA HOOPOKAaYeCTBEHHBIMY 11 He MEIOT PUCKA 3/I0Ka-
YeCTBEHHOI TpaHchOpMalMy, OHM MOTYT BbI3bIBATh 3HAUN-
TeJIbHBII AUCKOMOPT U KocMeTndeckue gedekrsl. Jledenne
PEKOMEH/YeTCs TOJIBKO B CIYYasiX TSDKEMbIX KIMHUYECKIX
HIpOsABICHNIT 1 /UK KocMeTu4ecKoro fedexra. OCHOBHBIM
BUJIOM TepPAINY BJISAETCS XUPYPIUIeCKoe McCedeHue 1/ Min
abmsaust maszepowm [3, 7, 13].

ITopko>xHBIE HeTTPOGUOPOMBI IPEACTABISAIOT COOOII IIIOT-
Hble, ONMHOYHBIE, TA/TbIINPyeMble II0J] KOXeil 00pa3oBaHus
(puc. 4). Onu HabMIO[AIOTCS, 110 MeHbIIel Mepe, ¥ 20% maru-
eHToB ¢ HP1, yame B mofipocTkoBOM Bo3pacrte. [lonkosxHbIe

PucyHok 3. PucyHok 4.
Y3enku Juwa [3] MNopkoxHas HerpodmbpoMa npeanneybs
Figure 3. Figure 4.

Subcutaneous forearm neurofibroma

Lisch nodules [3]
we

OJHOBPEMEHHO C OpPOUTATBHO-TIEPUOPOUTATIBHBIMY TIEKCH-
¢dbopmubIME Hettpodubpomamu [12, 13, 17].

CKO/MO03 SIB/IAETCS YaCThIM OPTOIEAMYeCKIM IPOsABICHNEM
y manuenToB ¢ HP1 (10-28%) u HepegKo codeTaeTcst C Juc-
I/Ta31ell I03BOHKOB, KOTopast oOHapyXuBaeTcs bonee, 4eM
y 70% nmanyentos ¢ HP1 npu nposesenn MPT no3soHoYHMKA.
Y nanuentos ¢ HO1 takKe BCTpedaoTcss BOPOHKOOOpasHas
" KuneBugHas fepopmManuy rpysHoi kietku [12, 13].

Cocynucras 060/104Ka AB/IAETCS OfHOI 13 Hanboriee 4acTo
nopakaeMbIx cTpykTyp npy HO1. XopuonjganbHble aHOMaInu
(XA) BU3yamusupyoTcs ¢ IOMOIIbIO ONITIYECKOI KOTePEeHTHOI
ToMoTrpadum, 1a3epHOIl CKaHMPYIoLLeil 0PTaTbMOCKOIIN
U BBIDJIAMAT KaK ApKUe MATHUCTBIe y3enku. OHu ObUIM pu-
3HAHBI 6€CCUMIITOMHBIM, BBICOKOCIIE (DU IHBIM IIPU3HAKOM
naa HOL, nabmropaomumcs y 60-70% manueHTos go 12 et
1y 100% B3poc/bIX manueHToB. XA OUeHb PeJIKO BCTPEYaloTCsA
y NaljMeHTOB ¢ CuHApoMoM Jlernmyca ¥ MOT'YT NIPeACTaBAATD
€060t BaXHBII Ay epeHanbHO-FMarHoCTUIeCK I IpH-
3Hax [10, 12].

HelipoguOPOMBI PasBUBAIOTCS IO XO[y HEPBHBIX CTBOJIOB
M MOTYT BBI3BIBATD OIIyIIleH1I€ TOKA/IbIBAHM A B IOPa)KEHHOM
HepBe WK ake HeBponorndecknit gebunnr [1, 13].

Inexcudopmubie HeitpoPUOPOMBI pa3BUBAIOTCSA
y 20-50% nropeit ¢ HP1, xak npaBuio, B paHHEM [eTCKOM
Bospacre [21, 20]. Hanbonee yacThIMM TOKaIM3ALUSIMMA
ABIISAIOTCS 00/1aCTb TOMOBBI U IIeN, TYIOBMINA, HUXKHUX
KOHEYHOCTeIl, mapaBeprebpanbpHas obmacts. CormacHo
uccaenoBaHnAM, suddysusle maekcudpopMHbIe HEIPO-
¢$u6pPOMBI TONIOBBI I IIIeV PeJIKO MOSBIISIIOTCS Tocie 1 roaa,
a nuddysuble naekcudopMmube HelPpoHUOPOMBI PYTUX
JacTeil Teja pefKO PasBUBAITCS IIOC/IE TOAPOCTKOBOTO
Bospacra [7]. [TH npu nanpnanuu o61afaoT MATKOI, y3710-
BaTOIl KOHCUCTEHI[MEN, a KOXKa Haj{ HUMM, KaK [IPaBUJIO,
runepnurMeHTuposaHna (puc. 5, 6) [13]. T'ucromornyecku
ITH 110X0>x1 Ha OfMHOYHbIE HelIpOUOPOMBI U COCTOAT U3
MUKCOMIHOM CTPOMBI U KJIeTOYHOTO KoMIoHeHTa. Kite-
TOYHBII 9JIEMEHT reTePOreHeH 1 COCTOUT B OCHOBHOM 13
S-100-110/10)KMTENbHBIX IMIBAHHOBCKUX KIeTOK (60-80%),
a Taxxe ¢pubpo6/1aCcTOB, SHAOTEINATIBHBIX KIIETOK, IIEP-
HEeBPAJIbHBIX K/IETOK, TYYHBIX KIeTOK, OCTATOYHBIX BKpa-
IJIEHNTT aKCOHOB u nepunutos [22]. Kmaccudpukauus ITH
OCYIIEeCTB/ISACTCS 1O CTPYKTYpe, IITyOuHe PacIonoKeHns,
XapaKTepy pocTa, OTHOLIEHNIO K OKPY>KaIOI UM TKaHAM
u fpyrum napamerpam (mabn. 2) [23, 24].



MaruutHo-pe3onancHas Tomorpadus (MPT) B pexxume
STIR (B3BeweHHbIEe U300PaXKEHNSI C KXUPOIIO/AB/ICHIIEM) SIB-
JISIETCS «30/I0TBIM CTaHAApTOM» B guarnoctuke ITH (puc. 7).
JI71s1 CKpMHMHTOBOTO VICCTIENOBAHNS PACIIPOCTPAaHEHHOCTH
ITH ucnonssyerca MPT Bcero Tesna, a A1 OLeHKN pa3Me-
POB, TOKaJIbHOTO paclpoCcTpaHeHns npegnoyrurenbiee MPT
ompefesieHHOI 30HbI [23, 24]. Braropaps Tomy, uro ITH moryT
JIOKa/IM30BaThCs 110 BCeil epudepudeckoil HepBHOI c1cTeMe
Y JOCTUTATh TUTAHTCKMX Pa3MepPOB, CIIEKTP KIMHNYECKMX ITPO-
SIBJIEHMIT OYeHb Pa3HO0OpaseH 11 BK/II04YaeT B cebst 60/1eBOlT CMH-
LPOM, IBUTATENbHYI0 AUCPYHKIINIO, HAPYLIEHNS 3PEHUA WU
CI1yXa, 00CTPYKIIMIO [IbIXaTeTbHBIX Iy Tel, TPYFHOCTI C PEUYbIo
U I7TI0TaHUeM, TUCHYHKIINIO KUIIEYHUKA VI MOYEBOTO ITy3bIpS,
KOCMETUYECKMIT fe()eKT ¥ MHOXKECTBO APYTUX CUMIITOMOB.
3aboneBaHus, ceasaHHble ¢ [TH, B mepByio o4epesb BbI3BAHbI
IPAMBIM BO3JIEICTBIIEM OITYXO/IN Ha OKPY KAIOIIIVIe CTPYKTY PbI
Y MOTYT OBITD ONTACHBIMU Ji/Is1 )KIM3HM, KOT/Ia OHY CHAAB/IMBAIOT
JKM3HEHHO Ba>XHbIe OPTaHbl [13, 23, 25, 26]. [ToMmuMO BbILIE-
[IePEeYNCIEHHBIX NPOABIeHNi cuMnToMarnyeckux ITH, onn
TaK>Ke HecyT 8—13% IO>XM3HEHHBII pUCK TpaHCHOpMALIIN
B 3/I0KQUeCTBEHHYIO OIIyXO0JIb 13 000/104€eK NepudepudecKux
HepBoB (3OOITH) [27]. Takue 0cO6eHHOCTH, KaK BBICOKAsI
CKOPOCTb POCTA, HEPOBHBII KOHTYP OIIyXO/IN U YCUIeHNe /TI0-
sIBJICHVIE HOBBIX CIMIITOMOB, SIB/ITIOTCS IIPM3HAaKaMM, KOTOpPbIe
MOTYT YKa3bIBaTh Ha 3/I0Ka4eCTBEHHYIO TPaHCHOPMAILINIO.
K coxanennio, 300ITH nMeroT 1110X0it IPOTHO3, KOTOPbIIt
CBsI3aH C pAHHMM MeTAacTa3MpoBaHUeM U IVIOXMM OTBETOM Ha
CHUCTeMHYI0 XuMmoTepanuio [3, 7, 13]. XoTs rucromorndeckui
IMArHO3 OCTAETCS «30/I0THIM CTaHAAPTOM» B AniddepeHmanmn
106pOKadeCTBEHHBIX IIOPAYKEHNIT OT 3/10Ka4eCTBEHHBIX, BU3Y-
anmu3anus ¢ nomourbio [I9T-KT B coyeTaHnM ¢ MHAMKATOPOM

Jleyenne mrekcnpopMHbIX Helipopubpom
OmnepatuBHOe j1eYeHNe

o HemaBHero BpeMeHU BapuaHThl nedeHus [IH orpanu-
YMBAJIVCD [IOJTHON pe3eKIiueil NI yMeHblleHneM obbeMa
(4acTMYHBIM XMPYPrudecKnM ynaaeHuem). OCHOBHBIMU IO-
Ka3aHUAMY K XMPYPTUUECKOMY BMEIIaTe/NbCTBY ABIAOTCA

PucyHku 5, 6.

lMnekcndopMHas Heitpodmbpoma noAMeILeYHON 06nacTh 1 nieya cnpasa
Figures 5, 6.

Plexiform neurofibroma right armpit and hand

ApxuB neguaTpuu u feTckoit xupypruu Ne2 [2] 2024 roga @

Ta6nuua 2.
Knaccudurkauus MH
Table 2.
Classification of PN

Xapaktepuctuku | Tunbl [MH

Inddysuble MH (oTcyTCTBUE YETKOI reOMeTpUM pocTa)
lpenmyLecTBeHHO A dY3HbIE

Mopdonoruyeckune CMewaHHbE

ocobeHHOCTH
lpenmyLLecTBEHHO MHOrOY3/10BbIE

(cTpyKTYpa) Wi

y3n0Bble (MpefCcTaBeHbl COBOKYMHOCTbH MEJKUX

KOMMOHEHTOB TybYNspHOI nan chepuyeckoit hopmbl)
Tny6okue (onyxonb UCXOAMT U3 rNyBOKMX Crloes,
noAMbILLIeYHOI dacumm)
lpeumyLecTBeHHo rnybokue

Tnybuna CMelLaHHble

pacnonoxeHus lpenmyLLecTBEHHO NOBEPXHOCTHbIE
loBepxHoCTHbIe (0MyX0sb pacronaraeTcs NOBEPXHOCTHO
110 OTHOLLIEHMIO K MbILIEYHOW acLuu, U/unu UMeeT MecTo
nopaeHne KoK/ NOAKOXHOI KneTyaTku)
CBA3aHbl C OKPYIKAIOLMMM TKAHAMM (HE UMEET YETKUX rpaHuL,
MMeeT MeCTO MHBA3MSA COCEHUX TKaHeN)

OTHoLEHKe lpenmyLLeCTBEHHO CBA3aHDI

K OKpYKaloLmnM CMeLwaHHble

TKaHAM lpenMyLLeCTBEHHO OTrPaHUYEHHBIE

OTrpaHuyeHHble (OMyXoJn C N1aBHOOYEPUEHHBIMM rpaHNLLaMK,
MOTYT KOMMPEMMPOBaTb 1/ U1 CMeLLaTb COCeAHNe CTPYKTYpbI)

MporpeccupylolLme (MMeeT MecTo yBennyeHne pasMepos
B AMHAMUKe)

Henporpeccupytolume (cTabubHbIe pa3mMepbl 0MyXoam npu
IMHaMUYeCcKoM HabnoaeHnmn)

Xapaktep pocta

CnuHanbHble HeipoGubpoMbl

0TYeTNMBOE Y3/710B0E NOPAKEHME (HETKO OTFPaHUYEHB,
KaXyTCs MHKaNCyaMpoBaHHLIMU, UMEIOT pa3Mepbl >3cM,
MOryT NPUCYTCTBOBATb BHYTPX N 3a npeaenamu MH)

Dpyruve

dbropre3okcurmokossl, a Takxxe MPT ¢ orenkoit koadduun-
enTa fuddys3nn ocTaloTCs HageKHBIMI HEVHBA3UBHBIMU Me-
TOZaMM Ji/Is onipefenenus crenenu rpachopmarmu ITH [3, 28].

HeBPOJIOTMYeCKNe HapyllleHN s, BO3[elICTBIE Ha )KM3HEHHO
Ba>KHbIe CTPYKTYPBI, 60/1€BOI CHHAPOM, KOCMETUYEeCKIUIT
medext. OgHAKO IOMHOE y/ja/leH1ie YacTO 3aTPYAHEHO 13-3a
3HAYMTEIBHOTO PMCKAa KPOBOTEUYEHM S VI HEBPOIOTMIECKIX

PucyHok 7.

MnekcndopMHas Heitpodmbpoma Manoro Tasa
Figure 7.

Plexiform neurofibroma in the pelvis
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Knmmungeckuii cmyyaii/ Clinical case

HOCTOIEPAL[MOHHBIX OC/IOXHEHMIT, 0COOEHHO, IPY IITy6OKO
pacnonoxxennoit ITH, BoBnekarowieil Heckonbko HepBoB. Kpome
TOrO0, Bo306HOBTeH1e pocta ITH mocrte onepannmn He sIBAsETCS
penkocTbio. YacToTa peunuBa nocie YaCTUYHOI peseKuu

TaprerHas repanus

3a mocyenHMe 1Ba AeCATUIETIS ObLUIN MCCTeJOBAHBI MOJIEKY-
nsipHast ocHoBa ITH 1 Ba)KHOCTD OITyX0/IEBOrO MUKPOOKPYXKe-
Hus B passutuu ITH. Boree rry6okoe moHMMaHue IOCTY>XXIIO
TOJTYKOM JI/I51 CO3JaHVsI MeJJMKaMEHTO3HOII Tepalni, HeIo-
CpeACTBEHHO HallpaB/IeHHOI Ha pocT u pa3sutue ITH. He-
ckorbko nHruburopos MEK (cenymernun6, Mmupgametnsuo,
TpaMeTHHMO, OMHNMETHHIO) M MHTMOUTOP TUPO3MHKMHA3DI
(xkabo3aHTIHMO), OBIIV M3yYeHDI B KIMHNYECKIX UCCIEL0BaA-
HuAXy gereit u B3pocnbix ¢ HP1 n ITH. Bonpias yacTs n3 Hux
IPOJEMOHCTPUPOBAIN efUHNYHbIE CTydan 9 GeKTUBHOCTI
Tepanuy 6e3 KIMHUYECKU 3HAYMMOTO yIy4YLIeHUs YPOBHS
6ecporpeccusHoll BpKuBaemoctu (BIIB). Hanbomnee ad-
(beKTUBHBIM IIperapaToM 0Ka3ajcs CeTyMeTUHUO, KOTOPbIi
HpeJCcTaB/sieT COOOI IepOPaTbHBII CeNMeKTUBHBIN MHIMOM-
top MEK1/2 [10, 15, 23, 24]. CenymeTyHn6 usyvasucs B KIn-
HuyeckoM nccrnegoanuy SPRINT (I/11 ¢assr), B koTopom
ObI/IY [O/TyYeHbI JaHHbIE TOKAa3bIBAIOLIVE IOTBEPXKACHHDII
JacTMYHBLI OTBeT (yMeHblIeHne o6bema [TH Ha > 20%) Ha
Tepanuio B 68%, u AAUTENbHBIN OTBET (6oree rofa) — B 56%.

JononHurtenbHble KIMHMYecKne npusHaky HP1
OHKOMOrn4ecKme OCIOKHEHN A

3/10KaYecTBeHHbIe HOBOOOPA30BaHMA SABIAIOTCS OCHOBHOI!
npuunHoit cmepTy npu HO1, a cpeiHAA MPOROIKUTENPHOCTD
JKM3HM HpyMepHO Ha 10-15 yieT Kopode, yeM B 0611ell Io1y-
msinun [12]. [TannenTs: ¢ HO1 mopBepraroTcst HOBBILIEHHOMY
PUCKY pasBUTHUA aCTPOLUTAPHBIX HOBOOOPA3OBaHIIIL, 1€11K03a,

HeBponoruyeckye oc1oKHeHNA

ONNIencus ABIAETCA ellle ONHUM HEBPOTOTMYECKUM OC/IOXK-
HeHueM y nanuenTos ¢ HO1, pacnpocTpaHeHHOCTb KOTOPOTO
cocrtasnAeT 4-13%. HabmomarenbHble NCCIefOBaHN A TOKA3bI-
BaIOT, YTO SNMJIENTUYECKIE IPUCTYIIbl y mofielt ¢ HP1 vacTo
cBasanbl ¢ onyxonamu ITHC wiu cTpyKTypHBIMY aHOMATUAMMY,
BKJIIOYasA CK/IepO3 I'MIIIIOKAMIIA ¥ TOMUMUKporupuio. OgHaKo
B 4aCTM C/TyYaeB 3TUONIOTHUA CYJOPOT M/M/IV SIUIENTIYECKOTO

Hapymennsa momoBoro paspurus

Ko71e67meTcs 0T 29 10 68% B 3aBUCUMOCT OT CTETIEH Y Pe3eK 1IN
n MoxeT gocturars 20% moce monsoro yaanenus [15]. Cregyer
OTMETUTD, YTO XMMMOTEPAIIVA M/IV Ty YeBasi Tepanis He MIMEIOT
JTI0Ka3aTe/IbHOII 6a3bl I He MCIIONb3YTCs st mevenns [TH [23].

VYnydiieHue B OTHOIIEHNH, 10 KpaiiHell mepe, ogHoro ITH-
aCCOLMIPOBAHHOTO OC/IOKHEH I HAOMIOamnch y 68% maljieH-
TOB, ay 74% MaleHTOB HAOII0aI0Ch KIMHIYECKN 3HAYMMOe
YMeHbLIEHME OLIeHKMI 60nu o mkare NRS-11, kak MUHUMYM,
Ha 2 6ata. Kak u y gpyrux npenaparos us rpymnnst MEK-
MHTMONTOPOB, Hanbosee YacThIMy T0O0IHBIMY 3 deKTamm
celyMeTHHIOA SABIAIOTCA: ChIIlb, HAPOHUXUMU, 6ECCUMIITOM-
Hoe nosbimenne KOK, nuddysnas amnonenus, TouHora,
Auapes, CHYDKeHMe QpaKIuy BRIOpOCa IEBOTO XKelTyfouKa
ceppua. HeobpaTnMbIX nan KYMY/ISITUBHBIX TOKCUYECKIUX
addextoB B nccnegosanun SPRINT e Habnoganocs, npu
5TOM He HaOITI0fjaNoch CHIDKeHMe GppaKium BbIOpoca, Ipu-
BOJAlllee K IIpepbIBaHNUIO IIpYeMa IIperapaTa, WiIN Cepo3Hoil
oTcoiike ceTyarku [8, 15,26, 29]. Cenymernsu6 Ob11 0f00peH
i nedeHus getei ¢ 3 mo 18 net ¢ HO1 u cuMmnroMaTnyeckoin
HeonepabenbHOIT mekcudopmHoit Heltpopudpomoir FDA
(ympaBreHne 1o CAaHUTAPHOMY HafI30Py 3a Ka4eCTBOM IINIIe-
BBIX IIPOAYKTOB U Mepnkamentos CIIIA) B arperre 2020 ropa,
a MunncrepcTBoM 3ppaBooxpanenus PO - B Host6pe 2021 roga.

pabmoMmocapKoMbl, FaCTPOMHTECTHAIBHBIX CTPOMATbHBIX
OIIyXxoJ1eil, peoXpOMOLMTOMBI, KAPLMHOUTHBIX OIIYXOJIEil.
Puck pasBuTus paka MOIOYHOJ XKe/le3bl B Y€ThIPe pa3a Bblllle
y >)xeHmuH ¢ HO1 monoxe 50 j1eT 1o CpaBHEHMUIO C IIONY/IA-
nuein [1, 2, 13].

ouara He ycTaHoBieHa [11, 13]. HeilipokoruutusHble Hapy-
nreHusA Bcrpevarorcs y mopeii ¢ HO1 B 65-80% ciyyaes, uTo
CBSI3BIBAIOT CO CHIDKEHMEM YpoBHs LAM® B ro10BHOM MO3Te
Y U3MEHEHMAMM B PasBUTUM HEVIPOHOB 11 I/ny. Takke y manu-
entoB ¢ HPI puck pasBurus cungpoma geduunra BHMMaHI
C TUIEPAKTUBHOCTDIO, PACCTPOICTB Ay TUCTUYECKOTO CIIEKTPa
BBIIIIE, YeM OOLIeIONy AL MOHHBI [2, 11, 30].

3ajepikKa ojoBoOro pa3sutus Habmopaercsa y 20-30% moppoctkos ¢ HO1, Ho npuynHa ee BOSHUKHOBEHN A HensBecTHa [7, 31].
C Ipyroii CTOpOHBI, IIpeXX/eBpeMeHHOe II0TI0BOe CO3peBaHMe BCTpedaeTcs1 ¥ 3% MalMeHTOB M MOXKET ObITh CBA3AHO C I/IIOMOII

xmasmal [13].

COCYJII/ICTbIe OCIIOKHEHUA

Y nanuentos ¢ HO1 Takke onycaH pAj cepfiedHO-COCYAUCTHIX HapyIlIeHnil. BpoxKileHHble IIOPOKM Cepyilia, B 4aCTHOCTH CTe-
HO3 JIETOYHOI apTepuy, COCTABNAIOT J0 50% aTux aHoManuit. Jlpyrue cocynucTble aHoManuy, ceasanuble ¢ HP1, Bkmovaror
CTEHO3 ITI0YEeYHBIX ¥ MO3TOBBIX apTepuil, MOA-MOs, aHeBPU3MaTNUeCK}e IOPAXKEHNU A Y TIOPOKM Pa3BUTUA apTEPUOBEHO3HBIX

¢ucryn [3, 32].

Knuuanyeckuii cnyvait

Marnpunk, 14 net. JKano6sl Ha [1TO3, HapyLIeHNe C/TyXa C/IeBa,

HOBOOOpa3oBaHMsI B 00/1acT 1€BOIT OpOUTHI, 1€BOTO befpa.
AnamHes 3a60meBaHus: y pebeHKa ¢ POXKAeHNs HAOM0-

[AIOTCS MATHA 0 TUITY «KO(de ¢ MOTOKOM», KOTMYECTBO

KOTOPBIX YBEIMYMBANLOCH C Bo3pacToM. B 1 rog sametunn

obpasoBaHue B 06/1acTV BEPXHET0 BeKa C/1eBa, HaOMomancs

B O®I'BY «HMMUII rnasubix 6onesHelt uM. [e1bMronibiiar.
B Bo3pacTe 2-X /IeT MaljMeHTy Obl/la BBIIIOTHEHA Pe3eKI s
06pa3oBaHUsI IEBOI OPOUTHI, TUCTONOrMYeCKU Bepudu-
UpoBaHa Kak muekcupopmHas Helipodpubpoma. B 2014 r.
B obacTu eBoro Gejpa 3aMeTn/IM HOAKOXHOe 06pa3oBa-
HIe OKOJIO 5 CM B inaMeTpe. B TeueHue 7 1eT HaXOAM/ICA HA



OVHAMMU4YeCKOM HabmomeH i, HabIogannch CTabumImsanus
pasMepoB 06pa3oBaHM B IEBOI OPONUTE U YBeNNUYEHME Pa3-
MepoB 06pa3oBaHMs B MATKUX TKaHIX neBoro 6egpa. Ha
MPT counHoro mosra (2018-2022 rr.) — mapaBepreOpab-
Hble HellpodnOPOMBI Ha BCeM IIPOTSDKEHNUN, 6€3 JUHAMUKIL.
MonexkynapHO-TeHeTIeCKOe UCCIeloBaHNe ONpeeIniIo
Hanuyue penenuyu Bcero reda NFI. B 2020 r. uva MPT I'M
BBISIBJIEHO HOBOE 00pa3oBaHue B IEBOM MOCTOMO3KEYKOBOM
yrny (MMY) pasamepamnu 1o 40x26x29 MM, oTTecHAIOLIee
neByIo reMucepy MO3KeuKa, pyIeKalilie OTHAe/Ibl MOCTa,
4 emypo4eK U JIeBbII CUTMOBU/IHBII CUHYC. BrinmonHeHo
ynanenne onyxonu B PTAY «HMMUIL nelipoxupyprun
uM. ak. H. H. Bypaenko», rucronorniecku sepuduiupo-
BaHa Kak Hellpodubpoma. B mocieonepanmoHHoM nepuoje
HOABU/INCD IOPaXKeHMeE INL[eBOTO HePBa I CHIDKEHMeE CIyXa
cnesa. Ha MPT I'M nocrie oneparuBHOrO 1e4eHMA — OTCYT-
CTBUE OCTATOYHOI OIYXOJIN, OHAKO Ha MCCIEeLOBAHNY OT
2021 r. HabMORaeTCs pequaAnB, 06HAPy )KeHbl 06pasoBaHus
U B IEBOM, 11 B IpaBoM MMY, j1eBoit opbuTe 1 MOLKOXKHO
Ha ypOBHE 3aTBIIOYHOI KOCTHU. B ToM e rofy mosABMINCh
y3enku JInina, efMHUYHbIe KOKHbIEe Heilpodubpomer. Bo
BpeMs IMHaMMYeCKOro Hab/Mo/ieH s B TeYeHUe TO/la — yBe-
JMYeHMe pa3MepoB onyxonu B 1eBoM MMY, B cBA3M ¢ ueM
IPUHSTO pellieHye O Ha3HAYeHN M IIpellapara CenyMeTuHuo
c centabps 2022 r. B gose 60 mr/cyt. Ha ¢poHe Tepanun -
yMeHbIIIeH}e Pa3MepOB IIeKCUPpOPMHOI HeltpoduOpoMbl
neBoro 6expa, MOAKOXHOI HeltpopuOpOMBI Ha ypOBHE 3a-
TBIIOYHOI KOCTY, TapaBepTeOpaabHbIX Hellpogubpom Ha
BCEM IPOTSKEHNN, a TAKXKe OTCYTCTBUE OTPUILIATEIbHOIL
AVHAMUKU CO CTOPOHBI 06pasoBanuit B MMY u neBoit
opbure.

B HacTOAIIEE BpeM B HEBPOIOTMYECKOM CTaTyce OTMeva-
eTCs: JIEBOCTOPOHHUIL IITO3, HeOO/IbIIAs ACMMEeTPUA JINIIA,
D<S, cenconeBpanbHasg TYyroyXoCThb 2 CTEIIEHM CIEBa.

Ha gaHHBII MOMEHT HALVEHT HOAy4aeT CeTyMeTUHNO
B fo3e 80 Mr/cyT 6e3 mepepbIBa Tepannu, OLHAKO Hepuo-
AMYecKy HaOMI0AaI0TCA HeXKemaTeIbHble sABIeHN:A | cTenenn
TsoKecTu (6eccumnromuoe noseiniere KOK, naponnxun,
akHe(OpPMHBbIE BBICHIIAHNUA), KOTOPbIe KYIUPYIOTCA IPU
IPOBEJEeHNY CUMIITOMATI9eCKOJ Tepaluu.

3akmrouyenne

3amoceHee BpeMsi IPOM3OILIIET IPOPBIB B U3y YEHNN ITHUO-
JIOr'uM, aToreHesa Heitpodubpomarosa I Tumna, 4To npusesno
K CO3[aHNI0 HOBBIX JMATHOCTUYECKNX KPUTEPIEB U BHELpe-
HIIO TAPTeTHOII Tepalny CUMITOMATIYeCKIX Heollepabeb-
HBIX I1eKcOopMHBIX Heltpodubpom. OfHaKO, KaK MOKa3bI-
BAIOT JAHHbIE TNTEPATYPbL Vi IIPeCTaBIeHHBIIT KITNHITIeCKUI
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