CJTYYA N3 KITMHNYECKOW MPAKTUKMA

DOI: 10.35401/2500-0268-2019-16-4-55-61

I.I. Mempuk'?, E.[].Kocma4eea'? C.B.bymaesa?
M.U. lLlesuyenko?, [].B. Cokonoea?, A.C. Cokonoea’

BUJIATEPAJIbHAAA ®EOXPOMOLIUTOMA 1 ONMYXOJ1b TOLWEN KULLKIA

NPU HENPOOUBPOMATO3E 1 TUMNA

'OrbOY BO«Ky6aHCKMIN rocyaapCTBEHHbIN MeANLMHCKNIA yHUBepcuTeT» MnHmucTepcTBa 3gpaBooxpaHeHus PO, KpacHopap,

Poccus

2TBY3 «HayuHo-nccnenoBatenbCcknini UHCTUTYT — KpaeBas kKnuHnyeckasa 6onbHuua No1 nm. npod. C.B. Ouanosckoro» MuHum-
CTepcTBa 34paBooxpaHeHna KpacHogapckoro Kpas, KpacHopap, Poccua
D<1 "M.MW. WeByueHko, IBY3 HUU-KKB N1, 350086, r. KpacHogap, yn. 1 Mas, 167, e-mail: Shmi.1983@mail.ru

AHHOTAIUA

Knroueswie cnosa:

HuTupoBars:

ORCID ID

Heiipodubpomaros 1 Tuna (HO1) — nHacnencreeHHoe 3a0o1eBaHUE ¢ BHICOKOH YacTOTOM pa3BUTHS HEii-
POSHIIOKPHHHBIX OIyXoJiell. B cTaTbe npeacTaBieH KIMHUYECKUH citydail quarnoctuku HO1 y nannen-
Ta B Bo3pacte 40 seT ¢ OunarepanbHoil HeoXpOMOLMTOMON U 3710KaUeCTBEHHOH raCTPOMHTECTHHAILHOM
CTPOMAJIbHOH OIyXOJIbIO TOLIEH KUIIKU B aHAMHE3E.

Kinnnanuecknit nuarnoz H®1 3anono3peH Ha OCHOBaHMU TUIIMYHBIX KOXKHBIX POsABIeHUH. CBOEBpEMEH-
Has JUAarHOCTHKA 3TOr0 3a00J€BaHUS UMEET CYLIECTBEHHYIO NPAKTUYECKYIO0 3HAUYMMOCTb, MOCKOJIBKY
OpPHEHTHPYET Bpaueil pasjIMuHbIX CIHELUAILHOCTENH Ha LeJIEHANPaBIEHHbIH OUCK HEHPOIHAOKPUHHBIX
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Neurofibromatosis type 1 (NF1) is a hereditary disease with the high frequency of neuroendocrine tumors.
This article represents a clinical case of the diagnosed NF1 in a 40-year old patient with the history
of bilateral pheocromocytoma and malignant gastrointestinal stromal tumor of the jejunum. Clinical
diagnosis NF1 was suspected on the basis of the typical skin manifestations.The timely diagnosis of NF 1
has practical significance as it enables physicians persistently search for neuroendocrine lesions in a such
cohort of patients.
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OcCo0eHHOCTBIO COBPEMEHHOW KIMHUYECKOH Npak- Jpyrux HoBooOpaszoBanuil [1]. B psame ciydaer Helipo-

TUKHU SIBJISIETCS yBEJIMUYEHUE YKCIIa HEHPOIHIOKPUHHBIX
omyxoneit (HEO) B 00Imieit cTpykType MaToJIoTud 4eiio-
Beka. 3a mocnenuue 40 mer 3aboneBaemocts HEO BbI-
pocia B 6,4 paza, 4TO CYIIECTBEHHO MPEBBIINIAET POCT

SHIOKPUHHBIE OIIYXOJIM HOCST CIOPaAuYeCcKuil Xapakrep,
OJTHAKO YacTO UX NOSBJICHHE OTMEYEHO Yy JIUI] C Hacllea-
CTBEHHBIMH 3a00JIEBaHUSMHU B paMKaX CHHIPOMOB MHO-
JKCCTBCHHBIX HEHPOIHIOKPHUHHBIX Heoruiasuid (MOH),
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Heiipopudbpomaroza 1 Tuma (HD1), curgpoma ['mmmens-
Jlunnay u ap.

B Hactosmee BpeMs B cHTy OOJBIIOTO YHCiIa ITyOnu-
KaIMii ¥ BBICTYTIJICHNH, TOCBSIEHHBIX Tpobnemam MOH,
y KJINHUIKCTOB CIIOXKUJIICS YEeTKUH AMAarHOCTUYECKHUH al-
TOPUTM, HAIPABJICHHBII HA BBIIBICHUE COUETAHHON HEM-
POSHIOKPUHHON NaTOJIOTHH B paMKax CHHIPOMAa MHO-
JKECTBEHHBIX JHJIOKPMHHBIX HEOIUIa3Wil pa3HOro THIIA.
Hanporus, murepaTypHBIX CBEIEHUN O IPYTUX T€HETHYe-
CKHX 3a00JIEBaHMAX, TEUCHHE KOTOPBIX TAKXKE OCIIOKHS-
eTCsI TIOSIBICHUEM HEeMpOIHIOKPUHHBIX 00pa3oBaHMN Ha
pa3HbBIX 3Tanax >KU3HHU, He CTOJIb MHOTO. [lo3TOMy 11€7BI0
HacToAlIeH paboTHI SBISETCS MPUBJICUEHHE BHUMAHUS
Bpayeil pa3IUYHbIX CHELUAIBHOCTEN K BbisABIeHUIO HD1
¥ aKTHBHOMY ITOMCKY HOBOOOpPA30BaHMH pa3iIM4YHOM JIO-
KaJM3aLUH, OCIOXKHSIIONUX €ro TeUeHHe.

Heitpoubpomaro3s 1 Tuma — cucremHOe Hacien-
CTBEHHOE 3a00JI€BaHUE C NMPEUMYIIECTBEHHBIM MOpaXe-
HUEM KOKM M HEPBHOW CHCTEMBI. DTO OJHO M3 CaMBIX
pacrpoCTpaHEeHHBIX MAaTONIOTHUECKUX COCTOSHHUM C ay-
TOCOMHO-ZIOMHHAHTHBIM THIIOM HAcCJI€IOBaHUS, BBICO-
KOW MEHETPAHTHOCTBI) U YACTOTOM BO3HUKHOBEHMS HO-
BBIX MYTaIlWi, IpeApacoarariluX K BOSHUKHOBEHHUIO
omyxoneit [2]. Yactora H®1 comocraBuMa B pa3IHIHBIX
reorpauyecKkixX pernoHax, FeHACPHBIX M ITHHYECKUX
rpynmnax, u coctainsier 1 Ha 3000 Hacenmenus [3]. He-
penku cemelHbsle ¢opmbl HD1, mpocnexuBarommecs
B MOKOJIEHHUSIX. PUCK poxaeHns peOEHka oT poaureseit
¢ 3tuM 3aboneBanueM coctasister 50 u 100% B ciydae
TeTepo U TOMO3UTOTHOrO cocTosiHuil. IlonoBuHa cirydaes
BO3HMKHOBEHHS ATOTO 3a00JIeBaHMA MIPEACTaBICHa MyTa-
el de novo. I'eneTndeckuii nedeKT ToKamu3yeTcs Ha
17 xpomocome B 30He 11.2 (17q11.2). Myranuu naHHOH
00J1IacTH HHTUOUPYIOT cymnpeccopHbli a3 dext rena HO1
B OTHOIIEHHH KJIETOYHOH Nponueparuy U HapyIanT
PETYNUpPYIOILYIO pojb B KackKaje OHKOTeHe3a.

H®1 — cucremnas maronorus, nepBble NPU3HAKH KO-
TOPOM MOSABISAIOTCS NIPH POXKIECHUH, OTHAKO OOJBIIMHCTBO
IPOSIBICHUM NPUCOENUHSETCS ¢ BO3pacToM. Benymas npu-
yrHa cMeptd nanueHToB ¢ HD1 — 31m0xayecTBEHHBIE HO-
BOOOPA30BaHUS U CEPICUHO-COCYANCTBIE OCTIOXKHEHHUS, CO-
Kpalammme MpoaoDKUTENFHOCTS KU3HH Ha 8-15 net [4].

B THNHYHBIX ciyyasx Ha MOMEHT POXKICHUS Y peOeH-
Ka UMEIOTCS KPYIHbIE C POBHBIMH KpasMH IATHA IIBETa
«xode ¢ momoxom» ("café au lait macules" CALMs),
BPOXKJICHHBIE TUCIIA3UM U KOCTHBIE aHOMAJIMM (He3apa-
IIeHHE Ty’KeK TO03BOHKOB, KpaHHOBEpTeOpaIbHbIE aHO-
MaJId, aCHMMETpHs depera, ncesnoaptpos). K 3-5 ro-
JlaM TIOSIBIIAIOTCSA KOXKHBIC BEeCHYIIKH (cumnToM Crowe),
KOTOpbIE Hallle JOKAIMU3YIOTCA B TOAMBIIIEYHBIX U Ta-
XOBBIX OONIACTAX, HEJOCTYIHBIX BO3JCHCTBHIO COJHIIA,
OJTHAKO BECHYIIKHM MOTYT HOCUTHb M TU(PQPY3HBIN Xapak-
Tep. JlONMOTHUTENBHBIMI KOKHBIMU TPOSIBICHUAMH SB-
JISIFOTCA 3Y[, IOBEHWIbHBIE KCAHTOTPAHYJIEMBI U OJieIHbIE
TUIOCKHE TISITHA, HE M3MEHSIOINE I[BET NMPH IMOTHPAHUU
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(nevus anemicus) [5]. Y3enku JIumra — MATMEHTHBIC TTST-
Ha Ha pagyXKe Ia3a (raMapTpOMBbl) eIle OAWH IaTor-
HOMOHMYHBIM npu3Hak H®I1. BeIABIAEMOCTh y3€IKOB
Jluma yBenmuuBaercs ¢ Bo3pactoM u nocie 20 jet Oomnee
95% naunentoB ¢ H®1 nmeror raMapTpoMEl.

Jpyrum cnenn¢udeckuM MpOSBIEHHEM 3TOTO 3a6o-
JIEBaHUS SABJSIETCS IOABJICHHWE B PAaHHEM JIETCKOM MWIIH
MOAPOCTKOBOM BO3pacTe passInYHBIX MO pa3MepaM H JIo-
KaJM3aLuH y3eakoB — Hefipopubpom. KoxkHble Hefipodu-
OpoMBI TIpeACTaBICHBl HEOONBIIMMU HOOPOKAYECTBEH-
HBIMH HOBOOOPa30BaHMSAMH, PACTYIIMMH Ha 00OIOYKaxX
MeJIKUX HepBoB. Ilnexkcudopmubie HepodhuOpoMsl xa-
paxTepu3ytoTcs OONBIIUMH pa3MepaMHt, Pa3BUBAIOTCS Ha
KPYIHBIX HEPBHBIX CTBOJIAX M HApYIIAIOT UX (yHKIUH. B
HekoTopbIx cirydasix H®1 HocuT orpaHnyeHHBIN Xapak-
Tep (HanpuMep, MeacTHHAIbHbIE HeHPO(hHOPOMEI B CO-
YeTaHNH ¢ 00pa30BaHUSIMU B COOTBETCTBYIOIIEM KOXKHOM
cermente). OHAKO ropasfo yalle BCTpedaroTcsi reHepa-
JM30BaHHbIE (OPMBI C JIOKamu3anuel Helipopubpom Ha
TYJIOBHIIE, IIIee, TOJIOBE, KOHEYHOCTAX. Helipopubpomsr
UMEIOTCS MPAaKTHUECKH y Bcex B3pocibiX. Ilpu aToMm mx
YHCIIO BAPHUPYET OT €AMHUIHBIX 10 HECKOJIIBKUX THICSY Y
oxHoro naruenTa [6]. B 8-13% ciy4aeB HelipohuOpomsl
MaJTUTHU3UPYIOTCS [7].

V¥ xaxgoro Tperbero namuenta ¢ HO1 pa3suBarorcs
OCJIOXKHEHUS, CBA3aHHBIE C BOZHMKHOBEHHEM OOBEMHBIX
o0pa3oBaHMil WM TATOJIOTHEH CepJeYHO-COCYIHCTON
CHUCTEMBI. [ THOMBI 3pUTENBHOTO ITyTH, aCTPOI[UTOMBI BbI-
aBIsIIOT y 15-20% neteit ¢ HO1 [8]. Takxke B mo60oM BO3-
pacTe BO3MOXHO IOSBICHHE 3MEHANMOM, MEHHHTHOM,
HEeHposIeMMOM, IIBAHHOM, CIIMHAJIBHBIX HeWpopudpom, a
TaKXe raCTPOMHTECTUHAIIBHBIX CTPOMAJIBHBIX OITyXOJeil,
(heoXpOMOITUTOM, KapIUHOUIA, paka MOJOYHOMN KeJe3bl.
Mytarus rera HO1 moxer ObITh TPUYUHOW MHETOIH-
CIUIACTHYECKOTO CHHAPOMA U PEAKOTO THUMA JEHKEeMHH —
FOBEHWJIBHOW MHEJIOMOHOITUTHYECCKOM JielikeMun [9].

IlopasxkeHne cepAeYHO-COCYAUCTON CHUCTEMBI MpU
H®1 xapakrepusyeTcs HIMPOKHM CIIEKTPOM BPOXKICH-
HBIX TIOPOKOB Cep/lla (CTEHO3 JIETOYHOU apTepud, Aedex-
TBI MEXIIPEICEPAHON 1 ME¥OKEITY0UKOBOM ITEperoposIoK,
teTpana danno, koapKTanus aopThl), THIEPTPOPUUECKOIH
Kapauonaruei [6]. JlocraTouyHO pacmpocTpaHeHBl MpU
H®1 cocymucteie anomanuu. Y 2,5-6% nereit umerorcs
1IepeOpOBaCcKyIIIpHbIE HapyLIEHUs, CTEHOTHYECKHE II0-
paKE€HUS BHYTPEHHEW COHHOM, CpEeAHEH MO3TOBOW WM
nepenHeil 1epedpalbHON apTepuil, KOTOpBIE SABISAIOTCS
YIpO30i pa3BUTHS UHCYJIbTA U OY4aroBOM HEBPOJIOTHYE-
ckoit cumnromaruku [10]. CteHo3 modedHoil apTepud,
CTEHO3 M KOAPKTAIUs aOpTHI SIBISIOTCA MPUYUHON apTe-
pHATBHON THUNEPTOHHH, PACHPOCTPAHEHHOCTh KOTOPOI
npu HO1 mHorO BhINIE, yeM B momyssiiuu [11].

Hpyrumu xapakrepHbIMH nposiBneHusMu HD1 sBis-
IOTCSI HEBBICOKHI pOCT, Makpouedanusd, cnenuduieckue
aHOMaJIMK KOCTeH, KOTHUTHBHBIE HapymeHusa. Kinange-
ckue kputepun H®1 mpencrasnens! B Tabiuie 1.
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Tabnuua 1

Kiananueckue kpurepun Heiipogudpomarosa 1 Tuna
(NIH Consensus Development Conference Criteria, 1988)
Table 1

Clinical criteria of neurofibromatosis, type 1

(NIH Consensus Development Conference Criteria, 1988)

1 | Hlects nau Gosee MsITeH HBeTa «KO(e ¢ MOIO-
KOM» pasMepoM GoJsiee 5 MM B npemnyoeprare u
0osee 15 MM B mocTmybeprarte

2-3 nATHA paccMaTpUBAIOTCA KaK HOpMa
ITpu H®1 npucyTcTByIOT € Mi1aieHuYeCTBa
B TunuuHbIX cilyyasx UMEIOT POBHBIE Kpast

2 | /JABe uam Gosiee Helipo(huOPOMBI JI000T0 THIIA
WJIH XOTs ObI 0IHA MJIeKcuOpMHAasi
Heilipo¢udpoma

KoxHbIe M IONKOKHBIE HEHPOPHOPOMBI B IETCTBE HE O0OHA-
PYKHUBAIOTCS

ITnexcudpopmuas HeipoOnacToMa OOBIYHO W3MEHSET LBET
WJIA TEKCTYPY BBILICICKAIIEH KOKU

3 BecHymryarocTs NOAMBIIIEYHON HJIH MAXOBOM
odaacTu

OOBIYHO B BO3pacTe cTapiue 5 JeT
BecHymkun B Mecrax, HE MOABEPKEHHBIX BO3ACHCTBHIO
conHIa (He XapakTepHsl i Jroaei 6e3 HD1)

4 | I'tmoma 3pUTEILHOTO HepBa

MoeT MpUCYTCTBOBaTh B MIIAZICHYECTBE, paHHEEe OOHapy-
JKeHHEe MMEET pellarolee 3HaYeHUE JIJIsl COXpPaHEHUS 3peHHS

5 | /iBe uiau 60Jiee ramapTpoMsbl (y3iabl Jluma)

B03HUKHOBEHUE CBSA3aHO € BO3PACTOM: PEIKO IIPUCYTCTBYET
y MIIQJIEHLIEB U MaJIbILIECH

HmeeTcs y TIOTOBHHBI JeTel MIKOJBHOTO BO3PAcTa, 0OIb-
LIMHCTBA MOAPOCTKOB U B3POCbIX, HE BIUACT HA 3pEHHE

6 | JlecTpyKTHBHBIE KOCTHBbIE HAPYIIEHUS: THCILIA-
3usl KPbLJIa KJIWHOBUAHON KOCTH MJIM BPOKIEH-
HOEe MCTOHYEHHE KOPTHKAJBLHOIO CJIOSI TpyOua-
TBIX KOCTell ¢/6e3 nceB1oapTpo3a

Jucrnasus OonplueOepiioBoii kocTu Haubosee pacrpo-
cTpaneHa. [yl IMArHOCTHKH HEOOXOAMMa PEHTIeHOTpadust
00bLIeOepIIOBOI KOCTH, 3aKJIIOUEHUE OpTOIena

7 PoncrBennnk nepBoii crenenn poacrsa ¢ HO1
¢ nepeYnciIeHHBIMA KpATEepUAMH

Poxutens — HocuTenb nedekrHoro rena HO 1 nomkeH umeTsb
4acTh CUMIITOMOB, )K€ €CIM OHH c1a00 BbpakeHsl (100%
MeHeTpaHTHOCTh), HD1 He mpormyckaeT MOKOJIICHUS

Juarto3 ycraHaBIMBaeTCs MpU HAJIMYUU HE MEHee 2
KpUTEPHUEB.

I'eneTnyeckoe TECTUPOBAHNE UTPAET HEMAIOBAXKHYIO
poiib B quarnoctuke H®1. B HacTosiee Bpems yCTaHOB-
JIeHbI 4 KOpPEeISIIUY TeHO- U (PeHOTHIIA JAHHOTO 3abore-
BaHMUSI, P KOTOPBIX BO3MOXKHBI:

1. Tlommas nemerust rena HO1 u Gonmee 10 oxpy-
JKaIoIIKX TeHOB ¢ BoBjieueHueM ot 1,4 mo 1,5 M6 JIHK,
YTO COTMPOBOXKIACTCS KpailHE BEIPAXCHHBIMH (EHOTH-
MAYECKUMHU W3MEHEHUSIMU C YMCTBEHHOM OTCTalOCThIO,
BBICOKMIM PHCKOM 3JIOKa9eCTBEHHBIX OIMyXOJeH rmepude-
pUYECKHNX HEPBHBIX O00OJOYEK M CEepAedHO-COCYANCTOM
Manbhopmanueit [12].

2. Cnemmdudeckas qenenus TpeX OCHOBAHUMN B IK30-
He 22 rena H®1 ¢ popmupoBanmeM «MArkoro» GpeHoTnna
C TISITHAMH TIBETA «KO(he ¢ MOJIOKOMY U BECHYIIIKAMH B KOXK-
HBIX CKJIa[Kax 0e3 MOpakeHHUsI HEpBHBIX OKOHUYaHwi [13].

3. 3aMeleHHe aMUHOKHUCIOT B KOJIOHE, KOAUPYIO-
LIUX aprUHUH, CONPOBOXKIAOLIEECS] MUTMEHTHBIMU OCO-
OeHHOCTSIMH. J|aHHBIC TTAIIMEHTHI MOTYT UMETh (DEHOTHUTI
cunnpoMa HyHaH, HEBBICOKHII POCT M CTEHO3 KjalaHa
JIeTO4HOM aptepuu [ 14].

4. BapuanTsl, o0o03HayaeMble KaK «CITMHATHHBIN
H®1», xorma nurMeHTHble HU3MEHEHUS W YHUCIIO Jep-

MaJIBHBIX HEHpo(hrOpOM MHUHUMAIBHO WM OTCYTCTBYET,
OJTHAKO MMeeTCsl OOJIBIIOE KOTMIECTBO BHYTPEHHUX OITy-
XOJIe ¢ BOBJICUCHHEM IO3BOHOYHHUKA, KOPEIIKOB U TITy-
6okux nepudepnaecknx HepBoB [15].

I'enernueckoe TecrupoBanue HO1 npoBogutcs B ue-
JIX TUArHOCTHKH, a TAKXKe NPH IUIAHUPOBAHUU CEMBH.
Ecnu y pebenka UMEIOTCS THArHOCTHYECKUE KPUTEPHU
H®1, monexynsipHO-TeHETHYECKOE 00CIeT0BaHNE O0BIU-
HO He TpeOyercs. nd MilaZieHIla, WMEIOIIETO TOJBKO
CALMs msTHaA, TeHETUYECKOe OOC/eIOBaHUE MOXKET
MOATBEPANTH IUATHO3 TIepe MOSBICHUEM BTOPOH 0CO-
OEHHOCTH — BECHYIIEK B KOXKHBIX CKJaakax. YyBCTBH-
TETBHOCTh TecTa — 95%, cnemmduaHOCTE — MeHee
100%. TecTt cuMTaercsd HalEKHBIM, XOTS OTPHULIATEINIb-
HBIA pe3yibTaT He MO3BOJISIET ITOJIHOCTHIO HCKIIOYHTH
HO1.

Jnst mocranoBku awmarHo3a «HefipopuOpomaros 1
TUTIa» HEOOXOIUMBI KOHCYIBTAlNN Y3KHX CIICIIHAJIICTOB:
HEeBpoJIora, o(pTaIbMOJIOTa, IepMaToIora, XUpypra, TeHe-
ThKa. Ecnu B ceMbe MMEIOTCS pOACTBEHHHUKH C ISTHAMHU
BeTa «Ko(h)e ¢ MOJIOKOM», YUUTHIBAsI ayTOCOMHO-OMH-
HaHTHBIA THI HacJelOBaHU, HEOOXOAWMO IeTalbHOE
o0ciefoBaHNE TaHHBIX MAIIMEHTOB C IOCIIEAYIOIEi Tuc-
MaHCepU3aALMEH.
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HuddepenimansHplii 1UarHO3 NPOBOAUTCA C MHO-
TMMHU T€HETHYEeCKUMHU 3a00JIeBaHUSAMHU U B MEPBYIO Oye-
penb ¢ TeMH, IIPU KOTOPBIX UMEIOTCA MsITHA «café au lait
macules», UMeroIIre POBHBIE U NPaBHIbHBIE TPAHHIIBL.
B psine cmyyaeB BO3MOXKHBI aTUIIMYHBIE TISATHA C HEPOB-
HBIMHU KpasMH, OTHAKO UX HaJH4YHe 0053aTeIbHO yUUThI-
BaeTcsd B KOMIUIEKce ¢ ApyruMu npossieHusivu HO1. B
HacTosIIee BpeMs omucaHo okoio 100 maromoruvecKux
cocrosHmii, umeronmx CALMs. B mepsyro ouepensp,
H®1 cnenyer ommuuare or cuHapomoB Jlermyca, Mak-
Krrona - Onbpaiira, Hynana, Cunbsepa - Paccena, Coto-
ca, KapHu, THNIMUHBIE IPU3HAKY KOTOPHIX MPEACTaBICHBI
B Tabnuie 2.

Taxum 06pa3oMm, KIMHHYECKHE OCOOEHHOCTH MpOSIB-
neHuit Helipopubpomaroza 1 Tuma co3rarOT OMpeneNneH-
HBIE CJIOKHOCTH B CBOEBPEMEHHOI ITOCTaHOBKE AMArHO-

3a. TpyAHOCTH IMAarHOCTUYECKOTO MOUCKA U MPOBEACHUS
JICUEHUS] OTPAXEHBI B IPEJICTABISIEMOM KIMHUYECKOM
cinydae Hannuus HO1 y MOIoaoro My X4uHsl.

Kiunnuyeckuii ciayyaii

Hayuenm K., 40 nem, mMOCTYIHI B SHIOKPHUHOJIOTH-
Yeckoe OTAEJECHHE C jkanobaMu Ha oOuryro crnabocTsb,
KPaTKOBPEMEHHBIE SITU30/IbI TIOBLIIIEHUS apTePHATBEHOTO
nmasienus (AZl) no 200/100 MM pT. cT.

Anamnesis vitae: be3 BHIUMBIX NMPUYMH OTMEYaeT
noseimerne AJl 1o 200/100 MM pT. CT. B T€UeHHUE roja,
AHTUTUIICPTEH3UBHBIX MPENAapaToB HE MPHHUMAN, T.K.
JaBlI€HHE CHMXKAJIOCh CaMONpou3BosIbHO. [Ipu mposere-
Huu KT OpromrHoii nonoctu B peBpasne 2018 1. BBIABIECHBI
00BeMHBIC 00pa30BaHUs HAATIOUCYHUKOB (B IPABOM HaJ-
noueynrke — 43x33 mm, B ieBoM — 21X25 MM), B Tof-

Tabnuuya 2

JnddepennuanpHas TuarHocTHKa nanuenToB ¢ «café au lait macules» mo Miller D. et al, 2019

Table 2

Differentiated diagnosis of patients with "café au lait macules" according Miller D. et al, 2019

Cunapom Jlerunyca .

tunnyasie CALMs
*  yMEpeHHbIC BECHYIIKH
*  Heiipo(huOpPOMBI OTCYTCTBYIOT

Cunapom Mak-Ksiona .
Ounopaiita .

ACCHMETPUYHbIE IIATHA C HEPOBHBIMH KOHTYpPaMH

¢ubposHas IUCIIa3Us C TIepeoMaMu

*  IpeXIeBPEMEHHOE MOJI0BOE CO3PEBAHIE HIIH JAPYTHE OITyXOIN
*  OTCyTCTBHUE Heilpopubpom

Hynan cuaapom .

TUIIWYHBIE, HO HeMHOrouuciaeHHsie CALMs

*  JIGHTWIO, Yallle YeM BECHYIIKH

*  CTEHO3 JIETOYHOI apTepUH C KPbUIOBUIHBIMH CKJIAIKAMH IIICH

*  HHU3KHUI pOCT, KPUIITOPXU3M, BOPOHKOOOpa3Hast rpy/aHasi KeTka
* crneuupUUECKUE YEPThI JINIA

Cungpom .
CunbBepa-Paccena .

THITHYHBIE, HO HeMHOrouncieHHsie CALMs

OTCYTCTBUE BECHYIICK

*  3ajiep)KKa BHYTPHYTPOOHOTO Pa3BUTHUsI U POCTa B MOCTHATAIIBHOM MEPHOJIE,
HopMoTtiedanust

*  KIMHOIAKTHIIUS IISITOTO MAajbld, THIIOCIAANS, aCHMMETPHSL Tela

Xpomocomuas uiau JHK » arunuuHble CALMS, OTCYTCTBHE BECHYIIEK

HeCTa0MJILHOCTDL IPH CHHIPOMAaX *  3aMeIUIeHHe POCTa, MUKpoLe(aHs

bmoma, ®ankonn, Typko *  TOBBILICHHAs 4yBCTBUTENBHOCTH K Y@ (cunapom biroma), pak Mosra u KpoBu
(cunapom Typko), BpOKICHHBIC MTOPOKU pa3BUTHS (cHHAPOM DaHKOHH)

MyTtauuu B rese PTEN * TUNM4YHBIE, HO HeMHorouucieHHsle CALMs

*  OTCYTCTBHE BECHYIIEK
*  CALMS roJoBKY H/WITK TIOJIOBOTO WIEHa MY>KIUH

* Mmakpouedanus

* TUIOTOHUS, 0Opa3oBaHHE JOOPOKAUECTBEHHBIX OIYXOJeH (raMapTom)

* CceMelHBbIH aHaMHE3 pakKa [MIUTOBUAHOW MM MOJIOYHOM/TPYIHON XKeJe3bl

XpoMOCOMHBII .
MO3aHIH3M .

arunuudsie CALMS, MTUrMeHTHas TUCIUIa3Hs
CHIDKEHUE UHTEIIEKTA

e 3aMeJUIeHHE pocTa, MUKpouehanus

* accuMeTpus Teja

Cunapom Cortoca, .
0a3aJbHOKJIETOYHAS] KAPLUHOMA, .
Helipogudpomaro3Tumna 2,
CHH/IPOM 3MHU/IEPMAJILHOTO HeBycCa,
cunapom Kapuu

arummmuHble CALMS, OTCyTCTBHE BECHYIIEK
(usMKaIbHBIE MPOSIBICHUS, OTIHYHbIe 0T HD1

58



CJTYYA N3 KITMHNYECKOW MPAKTUKMA

B3IOIIHON KHUIIIKE — rmoaciau3ucTas oaactoma. 28.06.18 1.
B OHKOJIOTHYECKOM IHCIIAHCEPE BBIMOJHEHA PE3CKINS
TOHKOM KHILKK MO TMOBOAY 3JIOKAUECTBEHHOM TIacTpo-
MHTECTUHAJIILHOW CTPOMaJbHOM OIyXOJIW TOILIEH KHII-
ku (Tucronornueckoe 3akmodeHue GIST Tomeit kumku
T3NOMO). Ionroma cmycts (25.01.19 1) mpoBeneHo mo-
o0ciieqoBaHre TOPMOHAIBHOTO CTaTyca — MEeTaHe()PUHBI
Mouu 4598 mkr/c (HopMma 3-345 mxr/c), HOpMeTaHehpH-
Bl 4056 mxr/c (30-440 mxkr/c). Ilo MecTy XHUTEIbCTBA
BBICTABIICH AWArHO3: Suspicio mts B 006a HaIIOYEUHHKA
C TIpHU3HAKaMHU TOPMOHAJbHON axkTUBHOCTH. HazHauen
nokcasza3uH 2 mr/c. [lanueHT HampaBiieH B YHIOKPUHOIIO-
THYECKOE OTJCIICHUE Iyl 0OCIENOBaHMS U OTPENEICHUS
JanbHEHIIeH TaKTUKH BEJICHUS.

Anamnesis vitae: ¢ J€TCTBa Ha KOXKE UMEJIMChH MATHA
1BeTa «Kode ¢ MOJIOKOM» pa3Horo auamerpa. [lomoOHbIe
[ITHA, CO CJIOB MAlMEHTa, IMEIUCH U y €TO TBOIOPOIHO-
ro Opata, KOTOpBIi ymMep B Bo3pacTe 42 JeT OT 3J0Kaue-
CTBCHHOM OIyXOJIM MOJPKEIYIOYHOU kene3bl. MHOroys-
JIOBOHM KOJUTOMAHEIN 300 — ¢ 2018 1.

ObvexmusHvle OanHble: OOIIEE COCTOSHHE YIIOB-
netBoputensHoe. Koxa OnemHasi, cyxas, Ha )KUBOTE U B
MOSCHUYHON 00JacTH MATHA LBETa «KO(e C MOJIOKOM»
nuaMeTpoM Oosee 20 MM B KOJTMUECTBE 8 INTYK, MEJKHE
MHO>KECTBEHHBIC BECHYIIYATHIC BBICHIIAHUS B ITOIMBI-

Taonuuya 3
JaHHble J1a00paTOPHBIX METOA0B
ucciaenoanua nanuenrta K., 40 ger

Table 3
Patient K., laboratorytestdata, 40 years

PedepencHbie

IToka3aresib T
MeranehpuHbl
IJ1a3MbI >900 /M 0-90 /v
Hopmeranehpunbt
IJ1a3MbI >1500 mr/m 0-190 r/mn
[Tapatropmon 8,5 IMoIIB/I1 1,5- 7,6 mMons/n
TTC 0,58 MME/Ma | 0,35-4,5 MME/Mmn
CBoOonnsiii T4 20 nMonb/11 12 -22 nMombs/n
Kansmuronnn 9,28 1r/mn <18,2 nr/ma
Kanpnmii B 2,14 2,5-6,0
CYTOYHOM MOYe MMOJIB/JT MOJIB/JT
Kanpmmit 2,17 2,11- 2,55
KpOBHU MMOJIB/JT MOJIB/JT
AKTT 10 /v 0-46 /v
Koptuzon 440,91 118,6- 618
KpPOBHU HMOJIB/JT HMOJIB/JT
[IponakTun 71,25 MME/Mn | 45-375 MME/mn
25 (OH) ButamuH /] 17 ur/mn 30- 50 Hr/mn

Coxpawenus: TTI" — mupeomponnwlii 20pmon cunogusa,
AKTI” — adperokopmuKxomponuwlii 20pMOH

Abbreviations: THH — Thyrotropic hormone of hypophyse,
ACH — Adrenocorticotropic hormone

Puc. 1. ITamua «xoghe ¢ monoxom» (4), secHywiku, nooxodic-
Has Hetipogudbpoma (b)

Fig. 1. "Café au lait macules" stains (4), sunspots, sub-cutaneous
neurofibroma (b)

IIEYHBIX 00JIacTAX, Ha CIIUHE, TPYIH, TOAKOXKHbBIE HEHpO-
(bUOPOMEI TPEUMYIIIECTBEHHO B 00IaCTH IPaBOM JIOTATKA
Y TIOSCHUYHOHN oOnacTH, Kugo3 Mo3BOHOYHHUKA (pHC. 1).
Tonsl cepamna purmudnsle, 3Byqasie, YCC 80 ya. B mu-
HyTy, A/l 130/80 MM pT. CcT. B sIerkux apIxaHue BE3HKYy-
nspHOE, XpHUINoB HeT. JKUBOT MATKHH, 0€3001€3HEHHBII.
CHMIOTOM TOKOJMAYMBAHUS — OTPHUIATENBHBIN C 00enx
ctopoH. OTEKOB HET.

B naGoparopHBIX MOKa3aTensx AeCATUKPATHOE MOBbI-
IIeHHE yPOBHA MeTaHeprHa 1 HOpMeTaHe(pHUHA KPOBH,
camwkenne 25 (OH) Buramuna D, yBenmueHune ypoBHS
naparropMoHa. /laHHble 1a00paTOPHBIX METOROB 00CIe-
JIOBaHU MPECTaBICHbI B Ta0OIMIE 3.

Pe3ynbTaTel HHCTPYMEHTAIBHBIX METOJIOB!

19.03.19 r. mo pesynsraram KT opranos rpyaHoi
KJIETKH, OPIONIHOM MOJI0CTH: Oy/UTBI 000MX JIETKUX, 0Opa-
30BaHKE B IPAaBOM HAJMOYEYHUKE HATHBHOM INIOTHOCTHIO
no 38 en. HU, pasmepamu 43x33 MM; B JIEeBOM HaAIo-
YeuHUKe — MI0THOCThIO 110 21 en. HU pasmepamu 21x25
MM (puc. 2). Pacmipen mo3BOHOUHBIN KaHAT HA YPOBHE

Puc. 2. Obvemnvie 06pazosanus 060ux HAONOYEUHUKOB
Fig. 2. Bulky formations of both adrenal glands
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Puc. 3. Pacuupenue cnunnomo3208020 Kanania

Fig. 3. Extension of spinal cord

T11-S2 no 23 mm. Hesapamenue nyxek L2 mo3BoHka
(puc. 3, 4).

14.02.19 1. Y3U mwuroBunHOM *ene3sl: B cpenHem
CerMeHTe TMpaBoOi JONH TPH KHCTO3HO-CONHIHBIX 00pa-
30BaHMS: J[Ba pa3MepamH 1Mo 8xX6 MM ¢ neprudepraecKiuM
THIIOM KPOBOTOKA U OHO 18X13 MM ¢ KpPOBOTOKOM B TKa-
HeBoM kommnoHeHTe. TIRADS 2.

22.03.19 1. Luromoruyeckoe HUCCieIOBaHUE Y3JI00-
Opa3oBaHMs MIUTOBHIHON JKEJIe3bl: KapTHHA COOTBET-
CTBYET KOJUTOMTHOMY 300Y.

20.03.19 . CriuaTHrpadus MaparuTOBUIHBIX JKEIe3:
JIAHHBIX 32 aJICHOMY HapailuTOBUIHBIX JKelle3 He TIOoTy-
YeHO.

04.04.19 . O¢ranpmornor: U3MEHEHUI B pagyKKe W
MaTOJIOTHH 3PUTENBHOTO HepBa HE BEISIBICHO.

02.04.19 1. HeBposor: O4aroBoii maToJIOTUH HE BbI-
SIBTICHO. AHOMAJINSI Pa3BUTHUS CIIMHHOTO MO3Ta.

22.03.19 t. Ilymemonomor: Bbymnesnas Tpancdopma-
¥t 00OUX JIETKHX.

Ha ocHoBaHWM Hanmuums y TalMeHTa CBBIIMIE MIECTH
IISATEH IBETa «Ko(pe ¢ MOIIOKOM» pazMepom Ooree 15 mm,
BECHYIIYAThIX BBICHITAHUI B IMOIAMBIIMIEYHBIX 00IaCTIX
1 BEpXHEH IOJIOBHHE TYJOBHINA, TIOIKOKHBIX HEHpOQH-
OpoM, KOCTHBIX aHOMAJIW{ yCTaHOBJIEH nuarHo3: Heii-
podubpomaro3 1 tuna. O6semMHBIE 00pa30BaHUSI 000UX
Ha/AMOYeYHNKOB. DeoXpoMOnNTOMa C BBHICOKHM PHCKOM
350kadecTBeHHOro noreHuuana. GIST rtomel kumkn
(TONOMO) mocne oneparnBHOTO JiedeHus ot 28.06.18 1.

ComnyrctBytomue 3a0oneBanus: bymiesHas TpaHc-
(dbopmaryisi 000MX JIETKUX. Y3JIOBOW KOJUTOMIHBIA 300 1
ct. (mo BO3), sytupeos. HagansHble TposBIeHUS 1iepe-
Opo-BacKyIsIpHON HemocTarouyHOCTH. JehuuT BUTaAMu-
Ha /I, BTOpUYHBII TUIIEpIapaTupeos.

[larmeHT mepeBeneH B XUPYPTUUECKOE OTIENIEHHE,
25.03.2019 r. BBINOJIHEHA ABYCTOPOHHSS AJPEHAIIKTO-
mus. [locrmeonepanioHHBIN Meproy mpoTekan 0e3 oc-
JIO)KHEHHH, 1oJj00paHa 3aMeCTUTENbHAs TIIIOKOKOPTHKO-
WIHAS Teparnusl.
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Puc. 4. Hezapawenue dyocex L2 no3gonka
Fig. 4. L2 spinafibida

HMIMMyHOTHCTOXHMHYECKOE HCCIIeIOBaHNE

(04.04.2019 1n):

1. Cytokeratin, clone AEI/AE3 — peakmust otpurna-
TeNbHas B KJIETKaX OITyXOJH.

2. CDS56, clone MRQ-42 — peaknust HONOKUTETbHAS
B KJIETKAX OIYXOJIH.

3. Chromogranin A, polyclonal — peakuus momoxu-
TeNbHas B KJIETKaX OITyXOJH.

4. S-100, polyclonal — peakiusi OIOXHUTETHHAS B
Y4acTH KJIETOK.

5. Melan-A, Clone A103 — peaxmust oTpHIaTeNbHAL
B KJIETKAX OIYXOJIH.

6. Ki67, clone 30-9 — peaxius MOJOXKHUTEITHHAS B
1,5% KJIeTOK OImyXoJu.

3axmiouenne: MMMyHOMOpdoiorndeckas KapTHHA
OITyXOJIM MCCIIEJOBAHHOTO MaTepraia COOTBETCTBYET (e-
oxpomorutome. Munexc npommdepannn — 1,5%:

1. ®eoxpomouutoma JieBoro Haamodeunuka. PTI.
ICD-0 8700/3.

2. ®deoxpoMoLUTOMA MPaBOrO HajanodeyHuka. PT2.
ICD-O 8700/3

12.09.19 r. BBINONHEHO MOJIEKYISIPHO-LIUTOT€HETHU-
yeckoe wuccnenosanne (FISH): Pesymsrar: nuc ish
17q11(NFix2), 17q22(MPOx2). JonomuurensHo: [o pe-
3yabpTaTaM uccienoBaHus yuactkoB 17ql1,17q22 xpomo-
combl 17 nenmernyy B yKa3aHHBIX JIOKyCax HE BBISBICHBI.

Ipumeuanue: WudopmaruBHOCTE MeToma — 50%.
Ilomy4eHnHble pe3ynbTaThl UMEIOT OTHOIIEHHE TOJNBKO K
WCCIIelyeMBbIM TKaHSAM. TecT mpenHa3Ha4deH TOJIBKO JUIS
BBISIBJICHHS MUKpojeneruid B permoHax H®I(17qll)/
MPO(17q22) xpomocomsl 17.

Bpauebnoe 3akmodenue reHetmka ot 13.09.2019 1.
Hetipopubpomaros Peknmuaraysena. Tum HacieqoBaHUS
— ayTOCOMHO-JJOMUHAHTHBIH.

TakuM 00pa3oM, TIPENCTaBICHHBIH KIMHUYECKHN
CiTydail WILTIOCTPHUPYET TOSIBJICHHE OITyXOJIEBBIX OCIIOXK-
HEHUI 3110KaUe€CTBEHHOW raCTPOMHTECTUHAIBHOM CTpO-
MaJBHOHN OITyXOJH TOIICH KUIIKH U OwiIaTepaibHOMN de-
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OXPOMOLIUTOMBI y TAalMeHTa ¢ Helpodudpomaroszom 1
THUIA, 3aTI0103PUTh KOTOPBIH MO3BOIUIIO HATUYNE THITHY-
HBIX KOXKHBIX TPOSBJIEHUIl 3a0oneBanus msaTeH "café au
lait macules" ¢ poBHBIMU IpaHUIIAMH, BECHYIIEK TTOAMBI-
HIEYHBIX oOnacTeil, HelipopuoOpoM, a Takke UMeroascs
aHOMAJIMsI Pa3BUTHS MO3BOHOYHMKA. M XOTS Mo pesynb-
TaTaM T€HETHYECKOTo aHaiu3a Je(eKTa B UCCISTyeMBIX
Jokycax 17 XpoMOCOMBI He OOHapyXeHO, Bpad-TeHEeTHK
MOATBEPINII IUarHo3 «HehpoduOpomarosa 1 Tumay, mo-
CKOJIBKY HaJlH4ue CHenn(pUIecKux KIMHUYECKUX MpPOsB-
JICHUH UMeeT PHOPUTETHOE 3HAYEHHE.

B 3aximroueHnu crnemyeTr OTMETHUTh, YTO HECMOTpS Ha
T0, uro HD1 oTHOCHTCA K Tpymne ophaHHBIX OonezHeit
C €r0 MHOT000Opa3HBIMU MTPOSIBICHUSAMH, HHPOPMUPOBAH-
HOCTh M KOMIIETEHTHOCTb Bpadel pa3iIU4HbIX CIIEIHallb-
HOCTEH MO3BOJIIET CBOEBPEMEHHO BBISIBUTH M YCTPAaHHUTh
BO3HHKAIOIINE OCIOKHEHHS M, COOTBETCTBEHHO, YIyd-
IIUTh Ka4eCTBO U YBEIMYHUTH MPOJOIKUTEIBHOCTD KH3-
HU HE TOJBKO MAIMEeHTa, HO U €r0 POJCTBEHHUKOB, HOCH-
Tenel reHa Hefipogubdpomarosza 1 Tuma.
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