HEMPODUBEPOMATO3



HEMPO®UBEPOMATO3 — 370 rpynna reHeTU4eckmnx BPOXAeHHbIX
3aboneBaHnin, B KOTOPOM NPUHATO BbIAENATb TPU TUNa:

* Henpodmbpomatos 1 tuna (HD1)
* HerpodpmbpomaTtos 2 tuna (HD2)
* LLIiBaHHOMAaTO3

o710 TPU He3aBUCUMbIX 3aboneBaHnA, BbI3BaHHbIX pasHbIMK
reHeTn4eCKMMm npnvYnHamun.

OpuH TN 3aboneBaHnA He MOXET nepeTtekaTb B ,El,perI7I.

OTnnunTensHOM YepTon HenpodmbpomaTosa ABnAeTcA
BO3HUKHOBEHME Oonyxonen (Henpodmnbpomsl Npu 1 Tune, LWBaHHOMbI
npu 2 TMne 1 WBaHHOMAaTO3€e), KOTOpbIe, Kak NpaBusio, ABNAKTCA
[06pOKayYeCTBEHHbIMU 1 3aTparnsatoT nepnudepmnyeckyto

M LEHTpasbHytO HEPBHbIE CUCTEMbI.

YacToTa BO3HUKHOBEHNA 3a00MEBAHNA Y MY>XXHYUH U dKEHLLIMH
OOVHaKOoBaA.

3aboneBaHne MOXeT ObITb yHacneaoBaHo OT OOHOro U3 poauTenen
VNN BO3HUKHYTb Y pebeHKa CNoOHTaHHO, poaMTENn Npy 3TOM 340P0BbI
(Tak HasbiBaemaa myTauma “de novo”).

Ecnv oanH na pogutenen 6oneH, To WaHc poxaeHnAa peberHka ¢ HO
coctaBnAeT 50% npu Kaxxanon 6epemMeHHOCTH
(ayTOCOMHO-A0OMWHAHTHbBIV TUMN HacnenoBaHuA).

HelpodmbpomaTos He ABNAETCA NPOTUBOMNOKa3aHUeM K NpuBUBKaM,
NPOBeAEHMIO Maccaxa, HaxoXxaeHuto peberka Ha conHue, JIOK n T.4.
3a CKNoYeHrEeM CriyyaeB, Koraa ykasaHHble npouenypbl
NPOTMBOMNOKAa3aHbl MPU HaIMYMK CONyTCTBYOLEro 3aboneBaHuA.

Cawm no cebe gnarHo3 HempombpomaTos He ABNAETCA NokasaHnem
K YCTaHOBNEHUIO nHBanuaHocTh. OgHako, pAL CUMATOMOB, Takux
KakK KOCTHble natonoruy unu onyxonu LIHC, moryT 6biTb OCHOBaHWEM
011 yCTaHOBMEHNA UHBaIMOHOCTM.




HEAPO®UBEPOMATO3 1 TUMA

HelipocmbpomaTtos 1 Tuna (6onesHb PeknuHrxayseHa,
nepudepnyeckmii HO, HO1) — ogHO 13 cambIx pacnpoCTPaHEHHbIX
reHeTn4eckmnx 3aboneBaHu B MMpe, KOTOPOE, No OLeHKaMm
3apybeXkHbIX nccnepgoBaTenen, BcTpeyaerca

npymMepHo y 1 n3 2500 — 3000 HOBOPOXKAEHHbIX AETEMN.

Mpn HD1 Bo3HMKaOT, Kak NpaBuio, 4OOPOKAYEeCTBEHHbIE OMyX0n
(Henpognbpombl), KOTOpbIE 3aTparmeBatoT NepudepnyecKyo
M LeHTpasibHYO HEPBHbIE CUCTEMBI.

H®1 cBA3aH ¢ n3ameHeHnAMK B reHe NF1, KOoTopbIi kKogupyeTt 6enok
HenponbpoMUH.

HenpodmbpomaTos 1 Tvna BHECEH B CNNCOK OpddaHHbIX 3a601eBaHUN.
Kog MKB — Q.85.0

HelipocmbpomaTtos 1 Tuna — CUHAPOM C NOSTHON NEHETPAHTHOCTLIO
1 BapmabenibHOM 3KCNPECCMBHOCTbLIO, MOXET NPUBOAUTb

K YXN3HEYrpoXKatoLmmM COCTOAHMAM 1 TpeboBaTb YacToro
MeIMLMHCKOro BMeLlaTenscTea. OgHako 60bLMHCTBO NaUMEHTOB
C AaHHbIM 32601€BaHNEM XXMUBYT MOSTHOLEHHOW YXU3HbIO.

OunarHos HenpocrubpomaTos 1 Tuna MoxxeT ObITb NMOCTABEH NPK
HaAM4YMKM coveTaHnA ABYX U 605ee CUMMTOMOB:

e lllecTb M Gonee nATeH LBeTa «Kohe ¢ MOSIOKOM» («café au lait,
CAL»)* 6onblue 5 MM y aeten n 15 MM y B3poCnbIXx;

e Hannune pByx n 6onee 06bI4HbIX HEpodubpom, NMM6o OJHOM
nnekcudopMHON HeMpPoOPOMbI;

e [MnepnurMeHTauma B NOAMbILLIEYHON N/MNN NaxoBo 061acTu;

e VY3enku Jlnwa (MMrMeHTUPOBaHHbIE raMapTOMbl Pagy>KKK);

e 3HaunTeNbHbIE KOCTHbIE aHOMasIMK, Takne Kak JIOXHbI CycTas,
AMcnnasna KpbiibeB KIMHOBUAHOWM KOCTU, CKOMWO3 U TA.;

e [IMoma 3puTenbLHOro NyTw;

e Hannune H®O1 Tvna y ogHOro us poantenen;

e [aToreHHbI reHeTnyeckuii BapmaHT B reHe NF1.

* Ecam Hammave naTeH LBeTa “koghe ¢ MOJIOKOM” Ui MESIKUX MMMEHTHBIX MATEH B MOAMbILLIEYHBIX U
r1axoBbIX 06/1aCTSIX SIB/ISIETCS €AMHCTBEHHbIM MOLAXOASILLYM KPUTEPUEM,

TO AmarHo3 Hevipogmbpomatos 1 Tvna Hambosiee BEPOSITEH. TeM He MEHEE, B UCKITIOHUTE TbHbIX
C/IyHasx TV MPU3HaKy MOryT CBUAETE/IbCTBOBATbL O APYroM AvarHo3e

(Harpuymep, cuHapom Jlervyca).




H®d1 — cMHAPOM C LUMPOKMM CNEKTPOM KITMHUYECKMX NPOABIEHUA,
KOTOpbIE€ MOTYT 3HAYUTENBHO OT/IMYATLCA Y pasHbIx Noael ¢ Hp1
N faxe cpeam YeHoB OOHOW CeMbM.

YKasaHHble NpU3HaK1 MOryT BCTpeYaTbCA B IIOO0M codeTaHuu,

HO HY OOWH N3 HUX B OTAENBbHOCTW He ABMAETCA JOCTATOYHbIM

onAa gnarHoctvkn HP1. Takxxke 0TCYyTCTBME KaKoro-mbo 13 npusHakos
(HanpvMep, NATEH uBeTa «Koe ¢ MOSIOKOM», KOTOPbIe NPUCYTCTBYIOT
NPUMEPHO Y 99% 605bHbIX HD1) He NpenATCTBYET NOCTaHOBKE
anarHosa.

Kak npaBuno, nepsbimu npusHakamu H®1 y neten asnAaoTca
NATHa UBeTa «Koge C MOJIOKOM» , KOTOpblE YKa3bIBalOT

Ha BO3MOXXHOCTb HannuunA 3abonesaHua y pebeHka. [dpyrue
NPOABSIEHMA CUHOPOMA MOryT BO3HMKaTb C BO3pacTom. Hanpumep,
CYMIMMTOMbI, UMEIOLLME KOXKHBIE MPOABMIEHNA, Yalle BCEro NpoABATCA
npv pOXAeHUN, B MNageHYecKoOM BO3pacTe Unm Ao AOCTUXEHUA
pebeHkom Bo3pacTa 10 net. MNMpumepHo B 10-15 neT xapakTepHbIM
CTaHOBUTCA NOABMEHNE HeNPodhnbPoM, obpasoBaHNEe KOTOPbIX MOXET
NpOXoAuTb BHYTPU Tena u 3atparmBatb OEATENIbHOCTb Pa3NyHbIX
OpraHoB.

B cnyyaAx, korga KnnHn4yeckana KapTuHa He COBCEM ACHA, YCTaHOBUTb
ONarHo3 NoMoOXXeT reHeTUYEeCKUIA aHanns.

Tak>xe npu HerpochubpomaTose 1 Tuna y naumeHToB BCTPeYaloTCA:
ANUAENTUYECKME NPUCTYMbI, ONYXONU LeHTPasIbHON HEPBHOM CUCTEMbI
(LUHC), BuwHeBble aHrmombl (nATHa Kamnbenna ne MopraHa),
KCaHTorpaHynemsbl, HU3KOPOCIOCTb, paHHee NosioBoe Co3peBaHne

n apyrve 6onee pegkue NpoABeHWA, He ABNAOLWMECH
ONarHOCTUYECKNMUN, HO TPEeOYIOLWMMY BHUMaHWA.




CuvumnTombl HO1:

MaTHa useTa “kKode ¢ Monokom” ¥ runepnUurMeHTaumsa

Mnockre nATHa CBET/I0-KOPUYHEBOIO LiBETA BCTPEYATCA NoYTH
y 90% naumeHToB ¢ HenpodubpomaTosdom 1 Tuna. OHm 6e3onacHbl
1 He HecyT Bpeaa 340POBbH0.

[aHHbI CUMNTOM ABMAETCA CaMbIM PaHHMM 1 YaCcTO eANHCTBEHHbIM
B paHHEM OETCKOM BO3pacTe Npu3HakoM Herpodubpomartosa.

[MoABneHne runepnurMeHTaLmm B NoAMbILLEYHON N/ NaXOBOMN
obnactn, NATEH KOWENHOro LUBeTa, Kak npasuso, He NpeacTaBnAloT
OnacHOCTW ANA 340POBbA, XOTA MOrYT CTaTb NPUYMHON
NCUXONOrM4YEeCcKoro anckomaopTa.

Ko)XHble/NnogKoXXHbie Helnpohubpombl

Helpodrbpombl TakxKe 0AMH N3 CaMbiX pacrnpoCTPaHeHHbIX NPU3HaKOB
HenpogmbpomaTtosa 1 Tmna, OHW MOryT BbITb KOXXHbIMU
(Ha NOBEPXHOCTU KOXM) UNN NOAKOXHbBIMU (04, KOXKEN).

BONbLWWHCTBO M3 HUX HE HECYT CEepbe3HOro Bpea 340POBbI0
nauneHTa, HO MOryT BbI3biBaTb CyLLECTBEHHbIN ANCKOMMOPT, 60/b

1 3ya. Konnyectso Helripothrbpom HEOONHAKOBO Y pa3HbiX NauMeHToB
1 MOXKET BapbMpoBaTbCA OT HECKOMBbKMX LITYK OO0 COTEH U JaXke ThICAY.
KoxxHble onbpombl npu HeripodhmbpomaTtose 1 Tuna ABNATCA
[06pOKayYeCTBEHHbBIMU.

Ko>XHble 1 MOAKOXHbIE HENPOGMOPOMBbI MHOTrAAa yAanAaTCcA No
npeanucaHuio Bpaya, ecnmn ns-3a HUX NaumeHT UCMbITbiBaeT
60/1€3HEHHbIE OLLYLLIEHNA U CEPbE3HbI ANCKOMMOPT.

MAaTHa uBeTa “koche ¢ Monokom” Ko>HbIe/MoaKOoXXHbIE HENPOUOPOMBI




MNnekcudopmHblie HeMpodhnGPOMbI

MnekcngopmHana Hemnpodmbpoma (MH) — 310 0CcobbLIN TUN
Henpodmbpom npun HenpodmbpomaTose 1 Tvna, npencTaBnAeT cobon
yOJIMHEHHOE onddpy3Hoe obpasoBaHue, KOTOpoe, Kak npasusio,
noKanuayeTcA B MecTax NPOXOXOEHMA HEPBOB, NOL, KOXEWN 1N BO
BHYTPEHHMX OpraHax, Tak)Ke MOXET CBUCaTb Hag MOBEPXHOCTbLI KOXN,
06pasyna cBoeobpasHbIe y3nbl.

3ayacTyo Hanu4dme 3Tor onyxoam nposounpyeT
paspacTaHue 1 06Br1CaHME KOXU

C NUrMeHTaUMen, Yalle Ha Tene 1 pexe —

Ha nuue.

B oTnMume oT KOXHbIX HEMPOGnOpOMm
NAeKcMOpPMHbIE HEMPONOPOMbI HaCTO
06Hapy>K1MBalOTCA B 4ETCTBE U CHMTAIOTCA
BPOXAEHHbIM COCTOAHMEM, MOTYT BO3HUKATb
B NtO60OW YacTu Tena, BKYanA rosioBy U LWELO,
rnasHULbl, KOHEYHOCTU, PYAHYIO KNETKY,
OpPIOLLHYI0 MONOCTb 1 Tas. C TOYKW 3peHnA CTPOeHWA, NekcudopmHan
Henpodmbpoma npeacTaBnaeT cobom, Kak Npasuo,
[06POKaYeCTBEHHYIO OMyXOJslb, COCTOALLYIO N3 KNETOK PasfiMyHOro
TUNa: HEMPOHHbIX aKCOHOB, LIBAHHOBCKMX KNETOK, hrnbpobnacTos,
TYYHbIX KNIETOK (MacTounTOoB), Makpodaros, NepuHEBPasibHbIX KIETOK
W BHEKJIETOYHOM MaTpuLbl TUNa KonnareHa.

Hanuune nnekcnopmHbIX HEMPOOPOM MOXET BbI3BaTb HE TONBKO
OedekTbl KOCMEeTMYECKOro nnaHa (Hanpymep, rmnepTpogUIo KOXKn
VNN TMNepnUrMeHTaumio), HO U CAaBAMBaHNE BHYTPEHHUX OpraHoB
Tena v cCocynoB B pe3yfibTaTe pa3pacTaHund, YTO MOXET HapyLUnTb
NX HOpMasibHOE OYHKLIMOHNPOBAHME, TakXXe MOXET NpoTeKaTb
6eccUMNTOMHO.

PocT nnekcmtopMHbIX HEMPOGMOPOM MOXET NPOJOIKATLCA

Ha NPOTAXKEHUN BCEW XKU3HW YENOBEKa, XOTA MHOIME YYeHble
OTMEYaloT, YTO BEPOATHOCTb NOABNEHMA KPYMHbIX paspacTatowmxca
o6pas3oBaHnin y NOBEPXHOCTU KOXXM Hanbonee BbICOKa MMEHHO

B NepBble rofbl XXNU3HW.




Hanunune HeinpodnbpoMbl MOXKET CONMPOBOXAATLCA 60NE3HEHHBIMU
owyuieHnAMK. A noctoAHHaA 60/b B 0611aCTW NAEKCUOPMHON
HenporOpPOMbI MOXET yKa3blBaTb HA 3/1I0KA4YECTBEHHOE COCTOAHME
onyxonu (ManurHmaauma NpoucxoamT npumepHo B 10% criyyaes).

MaumneHT gonmkeH HabnoaTbCA MybTUANCUUNIIMHAPHOM KOMaHOO0M
crneuvanncToB, BKIIKOYaA XMpypra, OHKosora, odranbmonora,
optonepa u T4. QuarHoctuka MNH ocywectenAaeTca nocpegctsom MPT
unun KT ¢ BHYTprBEHHbIM KY (KOHTpacTHbIM ycuneHmnem), Y31

B HEKOTOPbIX CITy4YaAX TakxXe MOXET OblTb MH(POPMATUBHbBIM.

Ecnu oTmevaeTca 6bICTpbIi poCcT 06pa3oBaHuAa, NoABeHNe
KJIMHUYECKMX CMMMTOMOB UM HACTOparkvBatoLLan
peHTreHonorn4yeckas KapTuHa, To MOXeT ObITb NokasaHa 6uoncua
obpasoBaHuA.

B HoAbpe 2021 ropa B PD 6bin 3aperncTpmpoBaH nepsbii B MUpe
npenapar, 0006PEHHbIN AN1A NIe4eHNA CUMNTOMaTUYEeCKNX
HeonepabenbHbIX NNEKCUPOPMHBbIX Hernpomnbpom y neten. [JaHHbIin
npenapat pebeHoK MOXeT NonyynTb 6ecnnaTHo Yepes
6narotTBopuTenbHbI oHg, "Kpyr gobpa".

KocTtHble natonoruu

Ckonnos BcTpedaeTca npu HerpodgurbpomaTode 1 Tmuna npumMepHoO

y 12-20% nauuneHToB. B 60M1bWNHCTBE Crly4aeB OH MPOTEKAET B NIEMKON
dopmMe 1 NpoABNAETCA B NOAPOCTKOBOM BO3pacTe.

B Gonee TAXenbix cny4aax OH NoABMAETCA B paHHeM [eTCTBe

1 TpebyeT TwaTenbHoro HabnoAeHNA y CneunanncToB, XOpoLLO
3HAKOMbIX C 3a00/1eBaHNEM, TaK Kak B HEKOTOPbIX C/lydaAx CKOMNO3
MOXET nporpeccrpoBaTh 6YKBasIbHO 38 HECKO/bKO MECALLEB

1 TpeboBaTb OnepaTMBHOroO BMeLlaTe/bCTBa.

MpumepHO y 5% naumeHToB ¢ HD1 BCTpeyaeTcA NOXHbIV CycTaB
6onbLwebepLoBon KOCTU. Kpome Toro, MOryT BCTpeYyaTbCA criyyan
nedopmaumm rpyaHon KNeTku.




Cnuoma 3puTenbHOro NyTu

MpumepHo y 15-20% naumneHToB ¢ HO1 BcTpeyaeTca rnvoma
3puTenbHoro nytu. O6bl4HO OHA BO3HMKAET B BO3pacTe Ao 6 neT.
Mpu HDO1 rnvoma 3pMTensLHOro NyTW He BCceraa npoasnAeTcA

B CUMNTOMax 1 TpebyeT fie4yeHna, 0gHaKo B HEKOTOPbIX Cydanax
OHa MOXET CEPbE3HO MOBMATbL HA 3peHKE N TpeboBaTb CPOYHOro
BMeLLaTenbCTBa.

Y3enku Jluwa

V3enkun Jlnwa npencraBnAoT cobom [o6poKayeCTBEHHbIE TKaHEBbIE
CTPYKTYpbl TMNa ramapToMbl, MPUCYTCTBYIOT Y OOMBLUINMHCTBA B3POC/IbIX
naumeHToB ¢ HD1.

dokanbHble o6nacTu runepuHTeHcuBHocTu (FASI)

O6Hapy>vBatoTca y npyMmepHo 80 % nauneHTos ¢ HP1

1 nNpeacTaBnaAlT cobor 061acT rmnepuHTeHcmBHoro MP-curHana
Ha T2BW n FLAIR, pacnono>xeHHble B 6a3anbHbIX Agpax, Tanamyce,
CTBOJIE MO3ra, MO3Xeyke 1 CybKopTuKanbHOM 6eioM BelLecTBe.
Mopdonornyeckun npeactaBnAlT COO0N y4acTKU MUENMHONATUN

tc yBenuyeHnem Bakyonen. Ha cerogHAWHWI AeHb HET HayYHbIX
OaHHbIX, KOTOpble 6bl AOKa3biBaIy Kakoe-mbo BANAHNE HamnM4umA
04aroB Ha 340POBbE U/ KOTHUTMBHbIE CNOCOBHOCTU pebeHka ¢ HP1.

prrue CMMNOTOMbI NpU HeﬁpOQM6QOM6T03e 1 TMna

MauneHTsl ¢ HO1 MoryT 6bITb HMXKE cpedHero pocta. STOT CUMMTOM,
O[lHaKO, HMKaK He CcKa3blBaeTCA Ha 300pOBbe NauneHTa. B HEKOTOpbIX
cny4vaax MOXeT ObITb MPOBEAEHO SIeYeHe TOPMOHANbHOW Tepanuen.
Tak>ke y onpeneneHHoro nNpoueHTa AeTen MOXeT 6bITb paHHee

Wy No3gHee rnosioBoe Co3peBaHue.

Takxxe nogm ¢ HO1 MoryT cTpagath rMNnepToOHNER, NO3ITOMY MaLMEHTbI
OOJKHbI CNeanTb 3a CBOMM [AB/IEHNEM.

MHTennekT y nauneHtoB ¢ HO1 06bI4HO HaxoouTeA B npeaenax
HOPMbI, OHAKO AETAM MOXET NoTpeboBaTbCA AONOHUTENbHAA
NMOMOLLb B LWIKOSe. TpyaHOCTU C 06y4eHNEM BO3HUKAIOT NPYMEPHO
y 50% peteni ¢ HO1.

Kpowme Toro y getein ¢ HO1 poctatoyHo yacto BecTpedatotea COBI
n npusHakn PAC, 3agepykka peyeBoro passmuTuA.




Ha6ntopgeHune nauneHTa ¢ Hepocubpomarosom 1 Tuna:

PerynapHoe HabniofeHue y cneunannucToB No3soAeT nauMeHTam

¢ H®1 XnTb NOMHOLIEHHOW »KM3HbIO. TeM He MeHee, B paMKax AaHHOro
CMHOPOMa MOTYT BO3HUKATb XXU3HEYyrpoyartolme CoOCTOAHUA, B CBA3N
¢ YeM naumeHTam ¢ H®O1 pekomengosaHo HabOOeHME He TONTbKO

y Neavartpa/TepanesTa, HO U B COCTaBe My/IbTUANCLMMNIMHAPHOW
KoMmaHpbl crneumanucToB. MoryT noTpe6oBaTbcA obpalleHma

K CrneaylowmmM creumanicTam:

* FeHeTUK (amarHocTmka 60/1e3Hu, NaaHMpoBaHne 6epeMEHHOCTI);

* HEBPOJIOr (HEBPOSIOrNMYECKNE CUMMTOMBI, HASINYME OMyXOnen);

* opTonen (CKONMo3, BHYTPMMO3BOHOYHAA NaTOMornA, OXHbIN
cycTaB 60blLeBEPLOBON KOCTN);

* opbTanbmosor (Hanuyune y3enkos Jlnwa, ramomMbl 3pUTENBHOrO
nyTv);

* nepmartonor (nATHa uBeTa «Kode ¢ MOSIOKOM», KOXHbIE,
NOAKOXHbIE N NNEKCUHOPMHbIE HENPOMOPOMBI);

* Kapamonor;

* nicuxornor, nedpekTonor, norones (3aaep>ka ncuxmyeckoro,
MOTOPHOrO, Pe4eBOro pPasBUTUA, TPYAHOCTU C 0By4YeHneMm,
NpU3HaKM PacCTPONCTB ayTUCTUYECKOro CnexkTpa uunm cuHgpomMa
nedmunTta BHUMaHNA N TMNEePaKTUBHOCTN);

* neguaTp (NpodunakTmka, neveHe n peabunutauma);

* OHKOJOT (MPY HANIMYMK ONYyXOnen);

* SHAOKPUHONNOr (paHHee NonoBoe CO3peBaHMe, HU3KOPOCTOCTb,
Opyrve aHOOKPUHONOrn4eckme npobnemsol).

Ha6nropeHne nauueHTta ¢ H®1 Bkntoyaer:

« ExxerogHblil BpauyeOHbI OCMOTP, BK/IHOHaoLWmin c6op aHaMmHe3a
1 punsmkanbHoe obcnenoBaHune (BKtoYaa 4epMaTosiornyeckumin
OCMOTP M HEBPOJIOrMYeCcKOoe 06CneaoBaHne), KOTOPbIA NO3BOAAET
BblIABUTb HAaCTOpaXXnsaroLume npusHakn: nobaa bbicTpopacTtyLan
HeKOXXHanA Henpomnbpoma, nepudepmnyeckan HemponaTma
C NoTeper YyBCTBUTENBHOCTY UK ABUraTeNbHbIX (OYHKLMIN,
HapacTaHne 60MeBbIX OLYLLEHNA (OCOOEHHO, eCnNn OHW ByaAT
pebeHKa HOYbIO) UM UBMEHEHME NX XapaKTepa.

+ PerynAapHoe odTanbmonormyeckoe o6cnenoBaHue
Takoe HabnogeHne 0CO6EeHHO BaXKHO NPOBOANTL Y aeTen




¢ BospacTta 12-18 mecAueB B CBA3M C PUCKOM PasBUTUA FVOMbI
3puTenbHOro nyTn. bazoBas oueHKa OCTPOThI 3peHUA (MPY OOKHON
noAroToBke ohTasnbMosiora BO3MOXHa ¢ Bodpacta 12-18 mecAues),
LIBETOBOr0O 3peHuA 1 Nnosier 3peHna Ao/mkHa NpoBOANTLCA C TOro
BO3pacTa, Koraa pebeHok cnocobeH NponTn TecTMpoBaHue,
NOHMMAaA 1 BbINOMHAA NPocbObl Bpada. OueHka Ha npegMeT pucka
FOMMIJT npn H®1 gomkHa NpoBOAUTLCA Y AETEN C IOBEHUSbHBIMU
KcaHTorpaHynemamu.

* B cBA3M C OTCYTCTBMEM KOHCEHCYyCa MUPOBOro Hay4Horo
coobLecTsa OTHOCUTENbLHO Liefiecoo6pa3HOCTU NpoBeAeHUA
€)XerogHou MarHUTHO-pe3oHaHcHou Tomorpadumn (MPT)
rO/IOBHOMO MO3ra, BOMpoC O YacToTe NPoBeAeHNsA AaHHOro
ncenenoBaHna JoMmkeH o6cyXXaaTbCA UHAMBUOYANTbHO B KaXKA0M
KOHKPETHOM Crly4ae C fievalumm BpadvoM, € yHeTOM KITUHUYECKUX
NPOABMEHN 1 >Kanob naumeHTa.

HeT npenapata nnu Tepanuu, no3BosAoWwmxX BblievnTb 3aboneBaHne
MOSTHOCTBIO: B HACTOALLEE BPEMA BO3MOXXHO TOMbKO
cMMnToMaTU4Yeckoe feveHne npossneHnin HD1, koTopble BAVAIOT

Ha KayeCTBO XXU3HW 1 YrpoXKatoT 300PO0BbIO.

K meTopam Tepanum OTHOCATCA:
« Xvpypruyeckoe fiedeHne (CTporo no nokasaHuaAm)
* MeankameHTO3HOE fiedeHne
+ PusmoTepanmA
« Mcuxonornyeckan nopaepxxka
* Tepanua 6onun

B Poccun yxxe cerogHA CyLLecTBYOT MEAMLIMHCKUE LIEHTPbI, KOTOPbIE
NpoBOAAT HEO6XOONMbIE eXXeroaHble KOMMIeKCHble 06cnenoBaHuA
OnA neten ¢ HenpodgmbpomaTodom 1 Tuna B pamkax OMC. Takune
ueHTpbl ecTb B MockBe, CaHkT-lNeTepbypre, EkaTepuHbypre,
KpacHopape, Tomcke u TA.

Bonee noapobHy0 MHPOPMALMIO O AAHHbIX LLEHTPaxX MOXHO HanTu
Ha canTe nf2217.ru nnn No3BOHMB Mo HOoMepy +7 925 698-07-98

Kpowme Toro, ®rey HMUL, ArOn um. f.Poravesa n ®reyY HMNL,
um. B.A. AnmasoBsa MuH3gpasa Poccum npepocTasnaAloT Bpadam
BO3MOXHOCTb NOSyYEeHNA TeNemMeanLMHCKUX KOHCYNbTauNiA.




HEAPO®UBEPOMATOS3 2 TUMNA

Helipocmbpomatos 2 Tuna (HD2) — peakoe reHeTu4eckoe
3abonesaHve ayTOCOMHO-AOMMHAHTHOrO TUMNa, KOTOpoe BCTpeyaeTcA
npumepHo y 1 13 25 000 HOBOPOXKAEHHbBIX (B Pa3HbIX MCTOYHUKAX
MO>XHO BCTPETUTb pPasHble JaHHbIe: OHM MOTYT 3aBUCETb OT CTPaHbI,
a Takxe nepuopaa, Korga npoBoauInCb NCCNefoBaHuA).

MoneKyanHo-reHequeCKme nccenenoBaHmA BblABUIN
npUHUMNUanbHble oTnndmAa B natoreHede HO1 n HPO2, koTopble
npencTasnAloT cobon pasHble 3aboneBaHna U TPebyoT
OnddepeHuMpoBaHHOIo KNMHMYECKOro noaxoaa. BosHukatowme npum
H®2 onyxonu ABNAOTCA [OOPOKAYECTBEHHBLIMM,

HO 6uonorunyveckn 6onee arpeccrMBHbIMU, Yem Npu HerpodmnbpomaTose
1 Tuna.

Passutne 3abonesaHna ceA3aHo ¢ nospexaeHnem reHa NF2, koTopbin
NOoKanuayeTcA Ha AJIMHHOM rneye 22 XpOMOCOMbI 1 KOAMPYEeT CUHTE3
6enka mepnvHa.

Mpn HD2 nponcxoanTt pasBuTre Onyxosnen Ha BOCbMOM
YepenHo-MO3roBOM HEPBE 1 BECTUBYNAPHbBIX HEpBaX, YTO 3a4acTyio
Bbl3blBaeT faBJ/ieH/e Ha CJZIyX0Bble HepBbl N NPUBOOUT K NoTepe ciyxa.
Tak>xe NpYMepHO B MOAPOCTKOBOM BO3pacTe MOABAATCA: 3BOH

B yLIaX, OHEMEHMeE N1La, roNoBOKPYXEeHWe, HapyLleHne 6anaHca Tena,
XPOHUYecKMe rofioBHble 60nu. Mpu HanMymm onyxoner CAIMHHOro Mo3ra
BO3MOXHO OHEMEHME APYrnX YyacTeun Tena.

Y nogent ¢ HO2 moryT Takxe pasBuTbCA Apyrve Tunbl
006poKayYeCTBEHHbIX OMyX0sieli rOfIOBHOMO MM CAVHHOMO MO3ra,

a Tak>XXe paHHAA KaTapakTa. Y HeKOTopbIX nauneHToB ¢ HP2
BCTPEYatoTCA MEHVUHIMOMbI U 3NEHANMOMbI — LOOPOKAYEeCTBEHHbIE
Onyxonu, pacTyLume U3 KNeTok Mo3rosblX 060/104€eK.

Pepnko, Ho y naumeHToB ¢ HD2 mMoryT BCTpeyaTbCcA NATHA LBeTa “kode
C MOJIOKOM” 1 KOXKHbl€ HENPOGONOPOMBI.

OceHblo 2022 roga MeXxayHapogHbIMU creumanmcTaMmm 6bi710 MPUHATO
pelleHne N3MeHUTb HasBaHue 3Toro 3abonesaHnA. HoBoe Ha3BaHue,
KOTOpOe CKOPO MOXHO ByaeT BCTPeTUTD -

NF2 related schwannomatosis - HO2 accoummpoBaHHbIl LWBAHHOMATOS.




LUBAHHOMATO3

LLIBaHHOMAaTO3 — 3TO penKoe reHeTn4Yeckoe 3aboneBaHne, KOTopoe
6bIN10 BbIAB/IEHO HE Tak AABHO, XapaKTepuayeTca ob6pa3oBaHneM
MHOXECTBEHHbIX LUIBAHHOM, HO HECOOTBETCTBYIOLLNX KPUTEPUAM
HenpodmbpomaTosa 2 Tmna.

LliBaHHOMaTO3 cBA3aH ¢ myTaumer reHa SMARCB1 nnu LZTR1 Ha 22
XpomMocome. Bbi3biBaeT passutre 4O6poKayeCcTBEHHbIX ONyXonen —
LUBAHHOM — OObI4YHO Ha CIMHHOM MO3re 1 nepugepruyecknx Hepaax.

CvMNTOMbI LUBaHHOMAaTO3a 06bI4HO BO3HMKAIOT B Bo3pacTe oT 30

[0 60 NeT, XOTA OHU MOTYT BO3HMKHYTb B JI060M Bo3pacTe. OCHOBHbIM
K/TMHMYECKMM MPOoABIEHEM LUBaHHOMATO3a ABNAETCA pasBuTue
LUBAHHOM, OT/TMYUTESIbHBIX OMyXOJIei, KOTopble pacTyT

Ha nepudepryecKmx HepBax.

Haunbonee pacnpocTpaHeHHbIM NPU3HAKOM ABNAETCA XPOHMYEeCcKan
60nb. CunTaeTca, YTO 3TO BbI3BAHO, MO KpanHen Mepe, YacTUYHO
LUBaHHOMaMU, KOTOpPbIE pa3pacTanchb AaBAT Ha HepBbl. Bosb, KOTOPYIO
NCMbITBIBAIOT NOOM, HE BCerga npornopumoHanbHa pasmepy
MMEIOLMXCA OMNYXONen, a ee MHTEHCMBHOCTb U YacToTa 3HA4YMTENbHO
BapbUpyOTCA CPeam NaluneHToB.

Y MHOMMX NauMeHTOB CO LBAHHOMATO30M 60Mb ABNAETCA
€ONHCTBEHHbIM CUMMTOMOM 3ab0n1eBaHunA, 1 No 3TON npmnynHe
LWiBAHHOMaT03 4YacTO TpyAHO OMarHoCTUpoBaThb.

Camoe BaXkHOe OTninm4me OT HerpodmnbpomaTosa 2 Tuna 3aknovaeTcA
B TOM, YTO Y MAUMEHTOB CO LUBAHHOMATO30M 0ObIYHO HE pa3BUBalOTCA
Onyxonun Ha BeCcTUbYNAPHOM HEPBE, KOTOPbIE BbI3bIBAKOT MNOTEPIO Cyxa
y nogen ¢ HD2 (3a NCKNoYeHNEM HEKOTOPbIX OMMCaHHbIX

B nTepaTtype cry4vaes).

Kpowme Toro, gpyrve Tunbl OMyXosen, KOTopble MOryT BO3HUKHYTb

y ntopgen ¢ HP2 (Bkntoyasa MEHVMHIMOMbI, 3NEHAMMOMbI 1 aCTPOLUTOMbI),
He BCTpeYaroTcA Y TeX, KTO 60MeH LWBAaHHOMATO30M, 3a PeAKUM
ncknoveHnem. OcobeHHocTn HD1, Takme kak Npobnembl ¢ 06y4eHneM
M NATHa uBeTa “Koe C MOOKOM”, TakXXe HE MPUCYTCTBYIOT Y NIIOOEN
CO LUBAHHOMAaTO30M.




FeHeTMYeckuin aHanu3 Ha HelpocdmubpomaTos

Ecnun kKnuHnYeckme NpoABAeHNA y NauneHTa CoOOTBETCTBYIOT
KpUTEepuAM OMarHoCTUKN HeMpodmnbpomaTosa, TO reHeTUYeCKnin
aHanua reHoB NF1 n NF2 He aBnAaeTcA obA3aTeNbHbIM.

B cnyuae, ecnu KnvHN4Yeckana kapTuHa He COBCEM ACHA, AaHHOe
nccnenoBaHe NOMOXeT YCTaHOBUTb UM YTOYHUTL AMarHos.

leHeTUYeCKNn aHaNN3 Tak>Xe HeOOX0AMM ANA BbIACHEHMA XapakTepa
NPOUCXOXXAEHNA MyTaumn (yHacnegosaHa unv Bo3HukNa “de novo”),
obcnenoBaHNA Opyrx YeHOB CEMbM U NPOBEAEHMA
npeHaTanbHON/MPENMMIaHTaLMOHHON ANarHOCTUKMN.

OpHako nogTeep)aeHve myTtaumm B reHe NF1 npu
HelpodmbpomaTtose 1 Tuna ABnAeTcA ob6A3aTeNbHbIM A1A NOyYeHnsa
NnauneHTOM HEKOTOPbIX TapreTHbIX NpenapartoB. Hanpumep, ona getemn
C CUMMNTOMATUYECKOWN HeonepabenbHON NeKcuopMHON
HenponbpoMoNr Hannymne reHeTUYEeCKOro aHanmsa ABnAeTcA
06A3aTenbHbIM YCNOBMEM OJ1A NONyYeHMA He0bXoaMMOro npenapara
3a cyeT cpencTB GoHaa "Kpyr pobpa".




BapMaHTbI cAaym naymMeHTom 6ecnsiaTHOro reHeTUYecKoro aHanusa:

®rbHY um. akagemuka H.M.BoukoBa nposoouT 6ecnnaTHyto
OMNarHOCTUKY NaumMeHTOB C CUMNTOMaMu Herpodubpomarosom 1 1 2 Tuna.
[nA coayn KpoBm HEOHBXOAMMO NOCETUTL BECNIATHY KOHCYNbTaLMIO
¢ reHeTukom AIrBHY M. akagemuka H.lMN.Boukosa (HanpaBneHue

OT Bpaya He TpebyeTcA, NauMeHT MOXET 3anncaTbCcA Ha NpuemM
CaMOCTOATENbHO), HA KOTOPOW Bpay no Hanm4uo cumntomos HP
NpYHMMaeT peLLeHne o0 NpoBedeHMM 6ecnnaTHoOro aHanmaa nauneHTy.
B pamkax gaHHown nporpaMmMbl NauneHTy MOryT ObiTb Ha3HaYeHbI:

e [Monck ToukoBbIX MyTaumin B reHax NF1 n NF2 meTopom
BbICOKOMPOU3BOAUTENBHOMO NapasnniensHoro cekBeHnposaHna (NGS)

e [loncK NpoTAXEHHbIX aeneuni B reHe NF1

e [lonck NpoTAXKEHHbIX aeneunni B reHe NF2

e [MoaoTBepxxaeHne obHapy>xeHHon metogoMm NGS ToukoBom
MyTaumm MeToAoM cekBeHnpoBaHuA no CeHrepy (NnaTHo).

drey HMUL, Arov um. Amutpua PoraueBa MuHsgpaBa Poccun
NPOBOANT MEAMKO-OMArHOCTUYECKOE KOHCYTbTUPOBaHme

1 peannaauuio NpoTOKONOB HabNtoaeHNA OeTen ¢ cMHapoMamm
npenpacnonioXXeHHOCTU K OnyXosnieBbiM 3ab0neBaHNAM.

Mporpamma OOO "MenKoHHeKT" npu noanep>xke KoMnaHum
AcTtpa3eHeka. B pamkax gaHHor nporpammel ®FEHY nM. akagemuka
H.I. BoykoBa npoBoanT 6ecnnaTHyro ANarHOCTUKY A1A NauMeHToB

C HeripohnbpomaTosom 1 Tuna n NoATBEPXXAEHHON NNEKCUDOPMHOMN
Henpornbpomor (BO3MOXXHA ANCTAHUMOHHAA coada KpoBu U3 pernoHa
NpoXKmMBaHWA Yepes Ntoboro Bpaya naumeHTa; MHCTPYKUMA OOCTYMNHa
Ha carTte nf2217.ru). YyacTtme Bpayern 1 naumeHToB B nporpamve
6ecnnartHoe.




22/17

Me>kperrnoHanbHaA o6LecTBeHHaA opraHn3auma COAenNCcTBMA NOMOLLN
nauneHTam ¢ HenpopmbpomaTo3om «22/17» 3TO HEKOMMepYecKan
opraHu3saumA, cosgaHHan poauTenamm pebeHka ¢ HempornbépoMaTo3om.
370 eAMHCTBEHHaA B Poccuun opraHmsauma, Kotopas okasblBaeT
CUCTEMHYIO NOOAEPXKKY NMOAAM CO BCEMU TpemA Tunamm
HenpocmbpomaTosa.

B pamkax geAtenbHOCTM “22/17:

® OCyLLEeCTBNAET MHHOPMALMOHHYIO U 06pas3oBaTeNbHYIO NOAOEPXKKY
naumeHToB C HEMPOMOPOMATO30M MO PasNNYHbIM acnekTam
3abonesaHua,

® y4acTBYeT B CTAHOB/IEHNM MPOJECCUOHANIBHON MEANLIMHCKON
NMomMoLU¥ nauneHTam ¢ HempocmnbpomaTo3om,

® COOENCTBYET HaNaXXmMBaHUO 3(pheKTUBHOIO B3anMoLencTeumA
MeXxay MeauUMHCKMM COOBLLECTBOM, UccnenoBaTenaMm
1 naumeHTamu,

® MpVHMMAaeT Mepbl K TOMY, YTOObl BCE MNauNeHThbI
C HenpogrbpomMaTo30M MOT/IM CBOEBPEMEHHO MOSyyaTb
KBaNNULMPOBAHHYIO MEONLMHCKYHO MOMOLLb 1 BECTU
MOJSIHOLIEHHbIN 06pas XXM3HW, HECMOTPA Ha HaNM4yMe reHeTUYEeCKON
NOIOMKMW.

Ecnn Bam nnn Bawemy naumeHTy Heob6xogvmMa nomoLlb B noncke
Bpaya, XOPOLLO 3HAKOMOro C HeMpodrbpomMaTo30M, MEAULIMHCKOrO
LleHTpa, NPOBOLAALLEr0o KOMMIEKCHble 0bcnepoBaHna getam ¢ HO,
ropuanyeckan Nogaep)kka nauyeHTa B noayyYeHmum NHBaIMaHoCTn
UM HeobXxoauMbIX NpenapaTos, Bbl Bcerga MoXkete obpaTmnTbCA

K Ham 1 Mbl C yO0BOJSIbCTBMEM BaM NMOMOXXEM.

BonbLle nHgopmauum o 3abonesaHnm 1 CNMCOK MEOULIMHCKMX
yUpexXaeHnin, okasblBaroLwmx NOMOLLb NauMeHTam
C HerponbpomMaTo30M, MOXHO HaTW Ha cante nf2217.ru

CBA3aTbcA ¢ HaMK:
info@nf2217.ru
8-925-698-07-98




BAXXHO 3HATDb!

Kaxkabii cnydam 3abonesaHnA HeMpombpomMaTo30M CTPOro
nHOVBUAOYyaneH.

PaHHAA guarHocTunka n BmewatensCcTBo yBeNn4MBaroT LUAHCbI
Ha CBOeBpeMeHHOe BbiABJIeHe CMMNTOMOB 60Ne3HN 1 UX NIeYeHVe.

CornacHo paHHbIM 3apybexHblX uccnegoBaTtenen, cam no cebe
HenponbpomaTos He ABMAETCA NPOTUBONOKa3aHNEM K NPUBMBKaM,
NPOBEAEHMIO MaccaXka, HaxoXaeHuo pebeHka Ha conHue, JTIPK,

3a UCKJIIOYEHNEM Cly4aeB, Korga ykasaHHble npoueaypbl ABNAKTCA
NPOTUBOMNOKAa3aHNEM MPU HANIMYNKN COMYTCTBYIOLLErO COCTOAHMA.

Tak>xe cam no cebe gnarHo3 HenpochmbpomaTos He ABNAeTCA
NnokKasaHMeM K YCTaHOB/EHMIO MHBANUOHOCTU, MOCKOJbKY NPOABeHNEe
NMPU3HAKOB MOXET ObITb COBCEM HE3AMETHBIM U HE BNNATH

Ha Ka4yecTBO XW3HM nauneHta. OgHako pAg CUMNTOMOB, TakuX

Kak KOCTHble aHomanuu unu onyxonv LIHC, moryT 6bITb NpyynHOM
YCTaHOBMEHWA UHBaNIMAHOCTM NaumeHTa.

OTcyTCTBME CUMMTOMOB Y NAUNEHTa HE OTMEHAET HEOBXOAMMOCTH
nepmognyecKknx 06cneaoBaHnii U NpoBeneHnA NPoPUIaKTUYECKNX
MEpPONPUATUIA.

HepognbpomaTos 1 Tvna MoXeT NPUBOONTb K XKU3HEYrpoXKaloLwmM
COCTOAHMAM 1 TpeboBaTb YacToro MeAULMHCKOro BMellaTesbCcTBa.

OpHako 60MbLUMHCTBO NAUMEHTOB C AaHHbIM 3a60neBaHNEM XUBYT
MOJTHOLLEHHOW »XWU3HbIO.

BykneT noarotosneH MexpernoHasnbHON 06LWeCTBEHHOM

opraHusaumen cogencTBmA NOMOLLM NaLmMeHTaMm ¢
HenpodmnbpomaTtosom “22/17”
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