Understanding Chromosome & Gene Disorders

HNRNPH2-accoununpoBaHHoe
pPacCTPOUCTBO HEPBHO-
NMCUXNYECKOro pa3BuUTUA




Yto Takoe HNRNPH2-accounmpoBaHHOe pacCTPONCTBO
HEepPBHO-NCUXMNYECKOro pa3BuTna?

HNRNPH2-accounmpoBaHHOE pacCTPONCTBO HEPBHO-NCUXMYECKOTO pa3BuUTUs
(nnm cokpaweHHo HNRNPH2-PHIP), Takke nssectHoe kak cuHapom benHa
UnNu cMHApomarsnbHas MHTENNeKTyanbHas He4OCTaTOYHOCTb MO TUMy
cvHgpoma benHa, — 370 pegkoe reHeTu4eckoe OTKIIOHEHNE,
XapaKTepusyloLeecs 3a4epKKoN B pa3BUTUW, UHTENNEKTYarnbHON
HEeAOCTaTOYHOCTbIO, PACCTPONCTBOM ayTUCTUYECKOIO CMEKTPa, MOHMKEHHbIM
MbILLEYHBIM TOHYCOM, U 3NUNEeNTUYECKMMU cyaoporamu. Kak yacto bbiBaeT
npu reHeTu4ecknx 3aboneBaHnsix, CUMNTOMbI cuHapoma berHa moryT
NPOSIBMATHCS NO-Pa3HOMY.

MpuumHon HNRNPH2-PHIP aBnsatotca nameHeHuns reHa HNRNPH2.

Kak Bo3Hukaet HNRNPH2-accounnpoBaHHoe
paccTponCTBO HEPBHO-NCUXNYECKOrO pa3BUTUA?

["eHbl — 3TO MHCTPYKLUKN, KOTOPbIE UrPaIOT BaXXHYIO pPOsb B POCTE N pasBuUTUn
opraHuama. OHu coctoaT ns JHK n «ynakoBaHbl» B OpraHM3oBaHHbIe
CTPYKTYpbl — «XpomocoMbly». OTcloaa cnegyeT, 4TO XpOMOCOMbI cofepxaT
Hawy reHeTnyeckyto nidopmaumnio. OHM HaxXoOaTCA BHYTPU KNETOK —
ManeHbKUX KMPNUYMKOB, N3 KOTOPLIX U COCTOUT BECH HaLLl OPraHn3Mm.

HNRNPH2-accounnpoBaHHoe
pacCTPONCTBO HEPBHO-MCUXNYECKOTO Xpomocoma
pa3BuTUS BbI3BAHO ONpeaesieHHbIMN :
U3MeHeHNsiM1 (MaToreHHbIMWU BapmuaHTamMmmn) B
nocneposatenbHocTn [HK reHa

HNRNPH?2. Ero Ha3BaHue

pacmdpoBLIBAETCS Kak reTeporeHHbIn Knetka g.
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Kak npaBuno, y xeHLnH ABe X-XpOMOCOMbI, U3-3a YEero OHN UMEIT JBe KOonum
reHa HNRNPH2. Ecnv y AeBOYKM NPOUCXOANT UBMEHEHUE B OAHOMW U3 KOMUIA
3TOro reHa, To He3aTPOHyTas KONMUs BO BTOPO X-XPOMOCOME MOXET B3sITb Ha
cebst yacTb PYHKUUI N3MEHEHHOM Konun. HeobxogmMMo oTMETUTL, YTO B
Ka)kOowm KreTke opraHmMamMa ofHa u3 X-XxpoMOCOM BCEraa «MHaKTMBMpOBaHa»,
TO eCTb BbIKIoYeHa. BnnaHune Takon nHaktneaummnm Ha HNRNPH2-PHIP y
OEBOYEK elle oo KoHua He uadydeHo. (OTMeTuM, 4To nHakTuBaums X-
XPOMOCOMbI — 3TO €CTECTBEHHbIN MPOLIECC, KOTOPbIN MPOMCXOOUT Yy BCEX
JKEHLLMH).

PekomeHayem Takke 03HaKOMUTBCHA C MaTepmarnom no nHaktueaumm X-
xpomocombl oT Unique.

Y My>X4/H BMECTO ABYyX X-XpPOMOCOM 00bI4HO ogHa X v ogHa Y. B cBssum ¢
3TUM Y HUX eCTb TONbKO ofHa konus reHa HNRNPH2. Ecnn B 9TOM reHe
NPOn3oMAYT Kakme-nmbo n3MeHeHus, TO BTOPOW Konuu, kKotopasi Morna 6ol
KOMMNeHCcUpoBaTh yTpaveHHble pyHKUMK, He ByaeT. B cBs3n ¢ YeM MMEHHO Yy
Manb4uKoB, Kak NpaBuno, HabngatTca 6onee cepbesHble NPOsSBNEHNS
HNRNPH2-accoummpoBaHHOIo paccTpomncTea HePBHO-MNCUXNYECKOTO
pa3BUTUSA, OHAKO 3TO He Bceraa Tak.

MocnepoatenbHocTb reHa HNRNPHZ2 ncnonbayeTtca ons cosgaHus
reTeporeHHoro sgepHoro 6enka puboHykneonpotemHa H2. Ponb atoro 6enka
B OpraHu3me YenoBseka elle He 0 KOHLUa M3y4eHa, HO UCCneaoBaHus Ha
XXMBOTHbIX MOKa3arnu, YTO OH y4acTByeT B Pa3BUTMU HEPBHbIX KNETOK
(HenpoHoB). MNMpegnonaraetcs, 4To u3ameHeHus B reHe HNRNPH?2,
npueoaswme K HNRNPH2-PHIIP, ato nsmeHeHnus ¢ npnobpeteHuem yHKLnm
(gain of function, GOF). Onuu meHstoT genctene 6enka HNRNPH2 BHyTpu
KNeTKK, YTO, BEPOSITHO, BNUSAET Ha pas3BMTUE HEVNPOHOB.



Pe3yn bTaTbl reHeTU4YeCKOro aHasmin3a

3pecb nokasaH npumep pesynbTaTta cekBeHpoBaHusa JHK (Hanpumep,
MOMTHO3K30MHOrO cekBeHupoBaHusa (WES) nnv nonHoreHoMHoro
cekBeHupoBaHus (WGS)), koTopoe MOXET BbISBUTb U3MEHEHUS reHa
HNRNPH?2:

p-Arg212Gly (R212G): c.634 A>G in the HNRNPH2 gene
(GRCh38 NM_019597.4)

p.Arg212Gly (R212G)  o3Ha4aeT uameHeHue B coctaBe Gerka (p.): B
nocnenoBaTenibHOCTM aMUHOKUCIIOT, N3 KOTOPbIX
cocTouT 6eroK, aMMHOKUCIIOTY apryuHWH
(Arg) sameHuna amuHokucnota rmuuuH (Gly) B
nosvumm 212; R — cokpawieHue ot Arg, G —
cokpaeHue ot Gly

A>G O3Ha4aeT M3MEeHeHMe NocrneaoBaTenbHOCTU reHa;
HykneoTng A Obin 3amMeHeH Ha HykneoTug G
c.634 0003Ha4aeT No3numo Napbl OCHOBaHUN, B

KOTOpOVI npon3ouin USMeHeHu4d, B
nocneagoBaTesibHOCTU reHa

HNRNPH2 O6o03Ha4aeT Ha3BaHWe reHa, NoABEepriIerocsi
M3MEHEHNIO

NM_019597.4 0003Ha4YaeT NPUMEHEHHYIO KOHTPOJTbHYIO
nocnenoBaTenbHOCTb.

Y Unique ecTb oTaenbHasa bpolutopa, NOCBSLEHHas MHTepnpeTaymm
pe3ynbTaToB reHeTUYECKOro TECTMPOBAHKS.



OcCHOBHbIe nposiBrieHnA cuHapoma

Y 6onblunHcTBa geten ¢ HNRNPH2-PHIP HabnoaaeTtca:
Onpe/:l,eneHHaﬂ CTeneHb 3aAep>XKn B pa3BUTUN, KaK NpaBuIio, TdxXenaqd

Onpep,eneHHaﬂ CTeneHb VIHTeJ'IﬂeKTyaﬂbHOVI HEeOOoCTaTO4YHOCTU, KakK
npaBuIo, Tsdxxenaqd

HapyLueHue mblweyHoro ToHyca. B 6onblMHCTBE CryvyaeB OH CHMXKEH
(rMNOTOHYC), HO OTMEYaeTCs U NOBbLILLEHHbIV (TMMEPTOHYC).

3aTpygHeHne peyn: OT TSXKEnNbIX 3aTPyAHEHUIA 4O NOMHOIO OTCYTCTBUS
peyn

PaccTtporicTtBa noBefeHus, Hanpumep, TpeBoxHoCTb, PAC (pacctporictBa
ayTuctmnyeckoro cnekrpa) n COBIT (cungpom geduuuTta BHUMaHWSA U
rMNepakTMBHOCTK)

P83H006pa3Hble OTNMYUTENbHbIE YepThbl Nnua, BKINoYada MmmHaaneBsnaHble
rmasa v maneHbkun noagdopoaok

TpyaHOCTM NpU KOPMIIEHWW, B HEKOTOPbLIX CUTYaLIMSIX KOPMIeHMe
OCYLLECTBMAETCA C MOMOLLIbIO NMUTaTEeNbHOro 3oH4a

AHOManuu cycTaBoB M KOCTEW, BKIOYAsi CKOMMO3 U AMCNNasuto
TasobenpeHHoOro cyctaea

Mpobnembl co 3peHneM, B YaCTHOCTU KOocornasme

Onunentuyeckme Cygoporu pasHoro Tuna

Mpobnembl CO CHOM (CNOXHOCTU C 3acbiNaHMeM U NOAAEPXKaHWEM CHa)
ManeHbknin pasmep ronosbl (Mukpouedanus)

Opyrve Bo3MOXHble NPOABEHUSA:
PoawuTenu yacto coobLuatoT o notepe cnyxa
CamonoBpexgatoLiee noseaeHne

Perpecc B pa3BnTunN, nHoraa CBA3biBalOT C GonesHbto, MOXeT
conpoBoOXaaTbCA BOCCTaHOBJIEHMEM YTpPpa4YeHHbIX HAaBblKOB

MpoGneMbl ¢ XenyaodHO-KMLLEYHBIM TPakTOM, BKto4as pedntoke, 6onv B
XKMBOTE 1 paccTpoiiCTBO CTyna

BHewHocCTb

OnpepgeneHHble YepThbl Nuua y geten ¢ HNRNPH2-PHIP BctpevatoTcs vawe,
4YeM y apyrux. 3T 0COBEHHOCTM MOTYT NMPUBECTU K TOMY, YTO Bbl 3aMeTUTE
HeOXMAaHHbIE CXOACTBA MeXay BalMM pebEHKOM 1 ApYruMn AeTbMU C
HNRNPH?2-PHIP. K Hanbonee pacnpocTpaHeHHbIM YepTamM OTHOCST:
MUHAAneBuaHble rnasa, kopoTkas 6oposaka Mexay HOCOM U BepxHel rybom
(ry6Hom »xenobok), Hebornblune BOKOBbIE CTOPOHLI HOCA BOKPYT HO3APEN,
NOMnHas HWKHASA ryba u maneHbkuii NogbopoaokK.



Pa3sButue

Pa3BuTtue obuen n menkon MOTOPUKN
3apepkka NCUXMYECKoro pasBuTUS, Kak NpaBumo, TAXXEenon ctenexHun, obina
oTMeuveHa y Bcex geten ¢ HNRNPH2-PHIP (no coctosiHnio Ha 2024 rog).
YacTo oTMevatoT 3aepXKKy B OCBOEHUN CNeayowmnX HaBbIKOB:
nepeBopavmBaThbCsi, CUAETb, XOOUTb, UrpaThb C UrpyLLKaMK1, UCMONb30BaTb
CTOMNOBbIE NpUOOPBLI, 3aCTErMBaTh MOJSTHUIO U NMYrOBULIbI, XOAUTb Ha FOPLLIOK.
OpnHako B KOHEYHOM UTOre CTENEeHb OCBOEHUS1 3TUX HABbLIKOB CUITbHO
pasHUTCA. HU3KMIA MbILLEYHbIN TOHYC (TMNOTOHYC) — pacnpoCTpaHEHHOe
sIBNIEHME, KOTOPOE BINAET Ha NOABMKHOCTb pebeHka. MoBbILLEHHbIN
MbILLEYHbIN TOHYC (MMNEePTOHYC) HabnaaeTca pexe, HO TaKkke MOXeT
OKkasblBaTb BIIMSIHWE HAa NOABWMXKHOCTb. Y HEKOTOPbLIX AEeTEN MOXET ObITh
HeobblYHasi NOXOAKA, U3-3a TYronoaBMXXHOCTU CyCTaBoB, UM PacCTPONCTBO
koopanHauuun aBwkeHnn (atakeus). Hekotopble AeTu He MoryT
CaMOCTOATENbHO X0AMTb. MHOrMM AeTSM NoMoraeT paHHsAs dusmdeckasi
Tepanus u aprotepanus.

Y Unique €CTb OTAeJ1bHble 6p0LIJlOpr, NOoCBALLEeHHble TepaneBTU4ECKUM
MeTodamM N NpnyyYeHuo K TyaneTty n KOHTUHEeHLUUN.

MHTennekTtyanbHoe pa3BUTUE N CMOCOOBHOCTb K 00y4YeHUto
Y Bcex geten ¢ HNRNPH2-PHIP, onncaHHbIx Ha cerogHAwHWM aeHb (2024),
OTMeYatloTCs MHTENNEKTYarbHble HapyLeHNsa Ui TPYOAHOCTN B 00y4YeHUN.
CTteneHb MHTENNEKTYyanbHbIX HAPYLUEHWI BapbupyeTcsl, HO OObIYHO
HaxoauTcsa B NpeAenax TSHKEnon opmbl, U, Kak npaBuso, TpebyeTcs
cneunanuanpoBaHHoe oby4yeHne. PaHHee BMeLLaTenbCTBO MOXET OKa3aTbCs
0COBEHHO NOMe3HbIM, U PEKOMEHOYETCH NPOBEAEHME TECTUPOBAHUS AN
OLIEHKN KOHKPETHbIX MHAMBMAYamNbHbIX NOTPeBHOCTEN.

Y Unique ecTb oTAenbHas cepusi 6poLuiop, NOCBSALLEHHbIX 0ByYeHNIO 1
AanbHerwemMy obpa3oBaHuio, a Takke TPyAOYCTPONCTBY.

A3bIK U peyb
Y mHorux geten ¢ HNRNPH?2-PHIP HabntogaeTcs 3agep)kka peveBoro u
A3bIKOBOrO pa3BuTUs. Bo MHormx cnyyvasx aety HeeepbanbHbl Unu
BepOanbHbl MUHUManNbHO. MHOrMM OEeTAM TPYAHO CKOOPOVUHUPOBATL
OBWXKEHUS ry0, YentocTen n a3bika, 4Tobbl MPOM3HOCUTL MPaBUSIbHBLIE 3BYKM
(opanbHag anpakcus). [leTu, y KoTOpbIX pa3BuMBaeTCsl pedb, MOTYT HayuYnTbCS
NMPOV3HOCUTb OTAENbHbIE CITOBA U KOPOTKME dopasbl.

Jloronep onpefensieT, B 4eM 3aknoyarTCa TPygHOCTM pebeHka u nogovpaet
NnoaxoOsLLyHo UHOUBMAOYaAIbHYIO NporpaMmmMy 3aHaTui. B Tex cny4vasx, korga
peyb OTCYTCTBYET UIIN COCTOUT BCENO U3 HECKOJBKMUX CIIOB, HA MOMOLLb MOTYT
NPUATM METOAbl anbTepHaTUBHOM M AONONHUTENBLHOM KoMMyHUKaumun (AOK). K
HMM OTHOCSITCS yKa3blBaHWe, NMUKTOTPaMMbl, XXeCTbl, MUMUKA, YNPOLLEHHbIN



XECTOBbIN A3bIK N BbICOKOTEXHOMNOMMYHbIE CUCTEMBI (BCMOMOraTerbHble
cpeactea KomMmyHukauum). Y Unique ectb oTaensHasa 6polutopa,
NnocBsLLIEHHast 0bLLEeHNIO.

“Mory ckaszaTb, 4TO GOMBLLIMHCTBO HALLUVX AETEN YBReYeHb! My3blKOn UK
neHvem. [Ins Hawero pebeHka My3blka — 3TO XW3Hb, U 9 AyMato, YTO MHOrne
cornacaTcs co MHol. Korga evi 6bino okoro roga, Ham oYeHb nomorna
cnyx6a HagoMHoro obpasoBaHusa AN AeTen ¢ 0CobbIMM NOTPEBHOCTAMMK.
OyeHb pekomeHayto.”

“Hawwa [o4b He MOXeT XnTb 6e3 3puTenbLHoro koHTakTa. OHa 6yaeT uckatb
rnasa u «aepxaTbCs 3a HUX B3rMsi40M» CTOMbKO, CKOMbKO Bbl OyaeTe Ha Hee
cmoTpeThb. Elle oHa nobuT npukacaTtbCs K pykam apyrux nogen. 97o ee
cobCcTBEHHbIN cnocob obLeHuns:.”

MutaHue n 3aboneBaHUA Xenyao4yHO-KMLLIEYHOro TpakTa
Cpeam HoBopoxaeHHbix ¢ HNRNPH2-PHIP pacnpocTtpaHeHbl npobnemsbl ¢
KopMneHnem. Hu3kuni mMbllleyHbIN TOHYC MOXET BHOCUTbL CBOW BKNaj B
TPYAHOCTU C rnoTaHMeM. HekoTopble MnageHLbl NoXo COCYT rpyab, NO3ITOMY
ans Habopa Beca UM HEO6XOAMMbI BbICOKOKANOPUNHBIE MOMIOYHbIE CMECH.

Y HekoTOpbIX MITageHLEB Takke HabnogaeTcs ractpoasodareansHbli
pedniokc (FAPB), npy KOTopoM MuLLa NogHMMaeTcs obpaTHO No NULLEeBOAY.
Takoe CoCTOsiHME MOXET NOTpeboBaThb fieyeHne, KOTopoe BKIYaeT B cebs
NpaBuibHOE MOSOXEHNE NP KOPMIIEHWM, MPUEM NTIEKAPCTBEHHbBIX NPenapaToB
1 nuwieBbix AobaBok. [Ana obneryeHnst KOpMINeHUs Uy NpeaoTBpaLleHns
pednioKca HEKOTOpbIM AeTAM Heobxoauma yCTaHOBKA HasoracTpanbHOro
30HAa (HIM3) unu ypeckoxxHom aHaockonuyeckon ractpoctomum (U3IN). Cpean
OPYrnX 3apMKCUPOBaHHbIX HApPYLLEHWUIA — acnupaums (nonagaHue XUaKocTy,
MUALLWX UK CAIOHbI B OblXaTenbHble NyTU Uin nerkme).

CocCTOsiHME HEKOTOPbIX AEeTeW 3HAUUTENBHO YNYYLIWUOCh NOCHe NOCELLEeHNs
KOHCYNbTaLMOHHOIO LieHTpa Mo NUTaHuo. B LieHTpe MOXHO NponTH
obcnenoBaHUe U MNONYyYMTb KOHCYNbTaLUIo Bpada no noBoAy TPYAHOCTEN C
MUTaHWEM U MUTbEM.

MepeenaHue n noegaHne HecbedOGHOrO (NMKaUM3M, UKW annoTpuodarms)
NpUCyTCTBYET Yy HeKoTopbIxX AeTen ¢ HNRNPH2-PHIP.

Y netenn c HNRNPH2-PHIP yacTto 6biBatoT 3anopbl, YTO MOXeET ObITb
CBSI3aHO C HU3KUM MblLLIEYHbIM TOHYCOM, HEJOCTaTOYHOW (PU3N4EeCKon
aKTMBHOCTbI, ANETON C HA3KMM COYMEeTaHUEM KNneTyaTku, MarnbiM
noTpebneHneM XnaKocTu 1 Apyrummn paktopamm, KOTOpble eLle He OO KoHLUa
nsyyeHbl. B HekoTopbix cnyyasx y geter ¢ HNRNPH2-PHIP moxeT ObiTb
XNOKUA CTy!.

Bo3MoXHble NpUYUHBLI TPYOHOCTEN Npu KOpMMeHnn 1 3abonesaHuin
KenyOo4YHO-KMLWeYHoro TpakTa Heobxoanmo o6eyanTb C MeaULMHCKOWN



cecTpow unu BpadoM. OHM NOMOTYT CKOPPEKTUPOBATL NUTaAHUE UMK
nopekoMeHO0BaTh fleYeHne, HanpMMep, HasHa4unB pasmsarduTenu cTyna unm
cnabuTtenbHble.

Y Unique ecTb oTaenbHas GpoLutopa, NocBsiLLeHHas KOPMITEHNHO.

“/3-3a rMNOTOHMM BO3HMKAIOT TPYAHOCTYM C roTaHMeM. B nepuopg ¢ roaa oo nstv ner,
Halla Ao4Yb MHOrO pa3 OveHb CUMbHO AaBunack. Eule y Hee ObiBaeT n3bbITOK CrOHBI,
KOTOPYH MHOrAa HY>XHO yaansaTb. [lonroe BpeMsi HakopMnTb ee BblNo HeNnpoCcTon
3agaden. CHavana e nocTaBunm HasoractparbHbIA 30HA, a 3aTEM Mbl NEpPEeLLnv Ha
YPECKOXKHYH 3HAOCKOMUYECKYHO racTpocToMmio. C NOMOLLbIO HEE Mbl IO CUX MOP
BBOAMM XUOKOCTU U nekapcTtea.”

PocTt 1 TenocnoxeHue
[Mpobnembl ¢ KOPMNEHMeM MOTyT OKasaTb BNUsiHUe Ha pocT. [letn ¢
HNRNPH2-PHIP moryT 6bITb H/XE 0XXngaemoro, 04HaKko ecrn KopMieHume
ONTUMU3MPOBAHO, POCT OCTaeTCH B Npeaenax HoOpPMbl. Y HEKOTOPbIX AeTew C
HNRNPH2-PHIP ronoBa MeHbLUE OXUAAeMbIX pa3MepoB, U, XOTs Npu
pOXOEHUN 3TO He BCerga 3amMeTHO, MO Mepe pocTa CTaHOBUTCS O4EBUMAHO, YTO
ronosa OTCTaeT B pa3mepax OTHOCUTENbHO Tena, AaHHOe ABNeHne N3BECTHO
Kak npuobpeTeHHas mMukpouedanus.

NMoBepeHune
MoeeneHune getenn c HNRNPH2-PHIIP, kak npaBuno, COoTBETCTBYET 00Len
CTEeNeHn 3aepXKn B pasBUTUN. Y HEKOTOPLIX AeTel ANarHocTMpoBaHoO
paccTponcTBo aytuctnyeckoro cnekrpa (PAC), cuHapom gecpumumta
BHUMaHuA u runepaktnsHocty (COBIM) unu TpeBoXHOE pacCTpOUCTBO.
Habntogatotcs u gpyrve Buabl pacCTpPOWCTB NOBEAEHMS, B TOM Yucre
coBepLUeHne AeNCTBUN, HanpaBrieHHbIX Ha camonoBpexaeHue. Kpome Toro, y
MHOMMX feTen 3apMKCMpOBaHO HapyLLeHWe CHa, KOTOPoe TakxKe CUMbHO
BNUSIET Ha noBedeHue. Kak npaBuno, YeTKnin pacnopagok OHS, OrpaHUYeHns n
nooLpeHuns, a Takke gpyrmne MeToabl KOHTPONSA NOBeAEeHUSA NayT OeTAM Ha
none3y. [loMMMO 3TOro, MOryT OKa3aTbCsl YCMELUHbIMW MOMNbITKM NO
NpeoAONEHNO KOMMYHUKATUBHBIX U APYINX CIIOXHOCTEMN.

Y Unique ecTb oTAenbHble GPOLLIOPbI, MOCBSILLEHHbIE CIIOXHOMY NOBEAEHUIO U
CHY.

“Y Halnx aeTer MHOro cUnbHbIX CTOpoH. OHM BCceraa UCMbIThIBAOT OYEHb APKUe
amouun, o4eHb YacTo ynblbatoTcs. O6oxaloT My3bIKy U TaHubl. Mi3nyyatoT pagocTs 1

no60oBb K Apyrum ntofasm. OHM cnocoBHbI K MPOrpeccy U pasBUTKI, 3TO OYEHb
YHUKarnbHble NM4yHoCcTK.”

MonoBoe co3peBaHue
O6bI4HO nonosoe co3peBaHue y aetert ¢ HNRNPH2-PHIP npoucxoguT B
06bIYHbIE cpokM (8-13 neT y geBoyek, B 9-14 net y manb4ymkoB). OgHako Obinu
OTMeYeHbI Cry4an paHHero u, HaobopoT, MO3HEro NOMIOBOro Co3peBaHus. Y

Unique ecTb oTaensHas GpoLutopa, NoCBALEHHas MOSIOBOMY CO3PEBAHNI0.



B3pocnble ¢ HNRNPH2-PHIP
Mo cocTosiHMio Ha 2024 roa, 6onbliast YacTb NALMEHTOB, Y KOTOPbLIX ObINo
obHapyxeHo HNRNPH2-PHIP, — geTtu, nosToMy AaHHbIX O TOM, Kak
npoTekaeT 3aboneBaHne BO B3POCON XN3HU, Mano. OgHako N3BecTHO O
Heckonbkux criyyasx. Camomy ctapwemy naumeHty ¢ HNRNPH2-
accounMmpoBaHHbIM PacCTPONCTBOM HEPBHO-MCUXMYECKOTO pa3BnTusa 38 ner.
HeT gaHHbIX 0 TOM, YTO B paHHEM B3POCIIOM BO3pacTe COCTOsIHME
nporpeccupyeT UnNmn 4YTo NPOAOCIMKUTENBHOCTb XU3HWU COKpallaeTcs, HO
HeobxoauMbl garnbHenLwne nccneaoBaHus.

NMpobnembl co 300poBbLEM

Y peten c HNRNPH2-PHIP moryT BCTpeyaTbCs cnegytowme npobnemsl co
300poBbeM. OTM NpobnemMbl 6binn 0BbHapyXeHbl He Yy KaXKgoro naumeHTa ¢
HNRNPH2-PHIP. 3710 3Ha4uT, 4TO Takne npobnemMbl BO3HUKHYT HE Y BCEX
neten.

m 3aboneBaHusA cepgua

Mo coctosHuio Ha 2024 rof, 6bIno BbISIBNEHO HECKOMbLKO CryYaeB
BpOXAeHHbIX 3abonesaHuii cepaua, conytereyowmx HNRNPH2-PHIP.
OnucaHHble NATONOrMN He NPEACTaBMANM Yrpo3bl X13HM U He noTpeboBanu
XUPYPruyeckoro BMeLlaTenbCcTea. [letam ¢ nogo3peHnem Ha 3abonesaHus
cepaua mMoryT 6biTb NPOBEAEHbI TakMe UCCneaoBaHus, Kak
anekTpokapaunorpamma (OKI', 3anmch aneKTpu4eckon akTMBHOCTM cepaua),
axokapauorpamma (Y3W cepaua) unu peHTreH rpyaHomn kneTk. Tun
cepaeyHoro 3aboneBaHns MOXeT BapbUpPOBaTbCH, U Kakoro-nmbo ogHoro
npeobnagaroLlero CoCToAHMSA He BblaenseTcs.

H AHomanuu pa3BUTUA ronnoBHOro Mmo3lra

CHuMKkM ronosHoro moara geten ¢ HNRNPH2-PHIP, kak npasuno, He
BbISIBIIAIOT OTKIMIOHEHWIA OT HOPMbI. Y HECKONbKUX AeTel Oblnv 0GHapyXeHbI
He3HayuTernbHble U3MEHEHWSI B CTPYKTYPE FONTOBHOMO MO3ra: YMEHbLUIEHHbIN
06bem MO3XKeuyka U UCTOHYEHUNE NN U3MEHEHWE NONOXEHUS MO30NNCTOro
Tena.

“MPT Halueli govepy nokasarno HegocTaTok 6enoro BellecTsa B mo3sre. Ee OKI
oTpasuna TUNUYHY KapTUHy Ans pebeHka ¢ 3a4epKKo HEPBHO-MCUXNYECKOTO
passuTtusa.”

B CynopoOXHbI CUHAPOM

MHorue getn ¢ HNRNPHZ2-PHIP noaBepXeHbl CyA0POXKHOMY CUHOPOMY.
Camoe pacnpocTpaHeHHbIN TUM CyAopor — 3TO aNn304bl 3aMupaHus (Takke
N3BECTHbIE Kak abcaHc, Manbii aNUNeNTUYECKUA Npunagok), Ho Habnganmcb
n gpyrue suabl cygopor. Y getert ¢ HNRNPH2- PHIP v cynoporamu
OTKINOHEHWSs B anekTposHuedanorpamme (3317) MOryT Kak BbISIBMATLCH, TakK U
OTCYTCTBOBATh.



anunenTtuyeckue NPUCTYNbl BbI3blBAOT ©ecnokoncTeo Yy po,u,MTene|7| n
3a4vacTyro NyrarT OKpy>KaroLwnx. Tem He meHee, NPUCTYNbl MOIYyT NPOXO4AUTb
CaMOCTOATESIbHO Ui MOTYyT ObITb KynunpoBaHbl NoOCpeacTBoOM
MeaANKaMeHTO3HbIX npenaparTtos. [eTun c anunenTnyeckummn npuctynamm
XOpOoLWO OoTBEeHanun Ha ne4vyeHue nesetnpauetamMmom n BarbnpoaTtomMm HaTpuA.

Ecnu cynopoxHbIii npucTyn npoucxoaut y pebeHka Bnepsble, TO He06X0AUMO
y6paTb BCce TpaBMOONacHble NpeaMeThl, HaxoasLwmecs NoGnmnsocTu, u
He3aMeanuTenbHO 06paTUTLCSA K Bpady. Takke MOXeT ObiTb NONesHo
dmKcMpoBaTh 3NM3odbl HEOGLIYHOO NOBEAEHUS!, TaKMe KaK 3aMupaHme ¢
HEenoABWXHbIM B3rnsA0M, YTOBbl MOMOYb B ANArHOCTMKE MarblX
aNUNenTUYecKMX NpunagKos.

®ebpunbHbie cygoporu (Cyaoporuy, Bbl3BaHHbIE NMXOPAAKON, KOTopas valle
BCEro sIBNSETCH CrefCcTBMEM BUPYCHOMO 3aboneBaHms) 4acTo BCTpeYaTes y
JeTen Mnagwero Bo3pacra, Ho ewle vawe y geten ¢ HNRNPH2-PHIP.
Hannune dpebpunbHbIX cygopor He 03Ha4aeT, uUTo y pebeHka obs3aTenbHO
OyayT n gpyrue Buabl Cyaopor.

“ £ mMory ckasaTb, UTO Y MHOMVX HaLLUMX AeTel CryyaroTcsl NPUCTYNbl, KOTOPbIe He
0bsa3aTenbHO COOTBETCTBYIOT KlaccuyeckoMy onucanuto. OHM MOryT HauMHaTbLCS Kak
dokanbHble 1 NepexoanTb B TOHUKO-KIOHMYECKNe 1 HaobopoT. Y Hallen fovepu BO
BpeMs nNpucTyna GbiBatoT Cyaoporu MblLLL, NiMua, BbIAENAETCA MHOTO CIHOHBbI.
OpHaxabl y Hee Gbin 60MbLUION TOHUKO-KITOHUYECKMI NpUNagok, HO OHa NpoAoIKana
WEnKaTb NnanbLeM Ha NpoTsHKeHUM BCEro aToro BpemeHu!”

Y MHOTVIX HalWX OeTei — anurencusi, KoTopasi KOHTPONMPYETCS, eCNv NMPUHUMAaTb
neseTupaueTtam.”

B [na3a u 3peHue

Y 6onbwuHcTBa getert ¢ HNRNPH2-PHIP HabniogatoTca npobnemsbl ¢
rmasamm unu co 3peHveM. bbino sadumkcnpoBaHo MHOTO Pa3nUYHbIX
naTonorui. MNpun 3TomM y 0AHOro NauueHTa MoryT HabnogaTbcs cpasy
HeCKOmbKO Npobnem, CBA3aHHbIX CO 3peHNeM UNn oBLLMM COCTOSHMEM rfas.
Camoe pacnpocTpaHeHHOe OTKITOHEeHNe — Kocornasue, Takke M3BeCTHOe Kak
cTpabusm. Yacto BcTpeyaeTca 65iM30pyKoCTb (MMOMUS) 1 NNOXOEe 3peHMe.

““Y MHOMMX HalLUX AeTei KopTuKarnbHoe HapyLleHne 3peHus. uarHoctmposaTth 3TO
OTKIMOHEHNE HEBEPOSITHO CINOXHO U3-3a TOro, YTO €CTb TPYAHOCTU C KOMMYHUKaLUMEN.
Ho 3Has, 4To Ansa Halwmx geTen 3TO BECbMa BEPOSITHO, Mbl MOXXEM MOCTOSAHHO ObITb
Hayeky 1 0ObSACHATbL 3TO crneuyanucTam Ha npvémax.”

m Cnyx

HekoTopble poguTenu 3ameyanu HapyLIeHNUsi cryxa y CBOUX AeTen ¢
HNRNPH2-PHIP. OgHako kakon-nmbo onpedenéHHbii TUMn noTepu criyxa He
ycTaHoBneH. [poBepka cnyxa y HOBOPOXAEHHOIO MOXeT NnokasaTb
HOpManbHbIN pe3ynbTar. [na MHOrMX BUAOB NOTEPU Cryxa MoryT
NPUMEHSITLCS CIyXOBbIE annapaTbl.
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Y HekoTopbIX AeTer HabnaalTCs NOBTOPSAIOWNECH YILHbIE MHEKLUUN 1 TaK
Ha3blBaeMoe «KMNenKoe yXo» - 9KCCyAaTUBHbIV CPeQHUIA OTUT, BO BPEMS
KoToporo 3a 6apabaHHOW NepenoHKoN cKannmBaeTCcs XUAKOCTb.
OKccyaaTMBHBIA CpeaHuii OTUT SBNsieTCsl POPMON KOHOYKTUBHOWM TYroyxoCTu
N NeYnTCH, Kak NpaBumo, C NOMOLLbI0 BBeAeHUs B 6apabaHHyo nepenoHKy
BEHTUMSLNOHHBIX TPYOOYEK.

Y Unique ecTb oTaenbHasi Gpolutopa, NoCBsILEHHAs CyXy.

B [M03BOHOYHUK

MHorve getn ¢ HNRNPHZ2-PHIP poxgaloTcsa ¢ MCKpUBIEHNEM NMO3BOHOYHMKA
UNu NpnodpeTatoT ero co BpeMeHeM: Nnbo GOKOBOE NCKPUBIIEHUE (CKOMNO3),
OKpYrfeHne BepXHEN 4acTu CnuHbl (K1Mo3d), nnm KnoCcKoNmMo3 — covyeTaHmem
Kndo3a u ckonmosa. MickpmBneHve No3BOHOYHUKA fievaT C MOMOLLbIO
duanyeckor Tepanmm n nevebHom nskynbTypbl. B oToenbHbIX crnyvasx
MOTYT MOHaZ0OMTBLCS KOPCET UMM XMPYPrMYeckoe BMELLATENbCTBO.

H [poGnemsbl c cycTtaBamm

Mpobnemsbl ¢ cyctaBamu — 3T0 n3BecTHas Yepta HNRNPH2-PHIP. Moryt
HabnogaTbcst 6oNb B CycTaBax M TYronoABWXHOCTb. Takke MOryT BO3HMKATb
KOHTPakTypbl (OCODEHHO Yy TEX, Y KOro NOBbLILIEHHbIA MbILLIEYHbIA TOHYC); OHU
MOTYT BbI3blBaTb 6ONb M OrpaHNyYMBaTh NOABMKHOCTE. Ocnabutb aTu
CMMNTOMbI MOMOXET perynsipHasi pmsndeckasi Tepanusa u aprotepanusi.

Kpowme Toro, BcTpeyaetcsa gucnnasms tasobegpeHHoro cyctaBa —
HapyLLUeHne pa3BuUTUS BEPTNYXHOW BnaguHel. Ecnu 3aboneBaHue BbIsIBNEHO
Ha paHHeWn cTaguu, To, Kak NpaBuno, OHO NeYMTCHA C NOMOLLBIO CheLnanbHOro
opToneanYecKkoro ycTpomcTea - cTpeMsaH Nasnuka.

Kak yacto BcTtpevaetcsa HNRNPH2-PHIP?

HNRNPH2-PHIP BcTpevaeTcs KpanHe pefko. o gaHHbIM Ha 2024 rog,
N3BECTHO O MeHee, YeM 50 nogax ¢ HNRNPH2-PHIP, Ho npu aTom Bonee
150 yenosek umetoT uameHenns B reHe HNRNPH?2. MNpepnonaraeTcs, 4to
MHOrO NOOEN C 3TUM COCTOSIHMEM ObINKn AUAarHOCTUPOBAHbI, HO HE OMNUCaHbI B
MEeLMLMHCKON nuTepaTtype, 1 Y4TO N0 Mepe NOBbILIEHNS OCBEAOMIEHHOCTHU U
pacnpoCTpaHEeHMs1 FTEHETUYECKOro TECTMPOBaHUS ByAeT BbISBNATLCA BCE
Gonblue TakMx Cry4aes.

Mo4yemy 3To npousowno?

Mpwn 3a4atum pebeHka reHeTuveckmin Mmatepuan pogutenen, OHK, konupyetca
B AWLleKNeTKy 1 cnepmMaTto3ou, npu CANSHUN KOTOPbIX doopMUpyeTcs
3MBPUOH. DTOT BMONOTMYECKUI MEXAHN3M KOMMPOBaHUS FreHETUYECKOro
MaTtepuana He COBEpPLUEHEH, Uy BCEX AeTel NPOUCXOAAT CnyYanHble
N3MEHEHNsT B TEHETMYECKOM Koae, koTopbix HeT B [JHK nx pogutenen. 3to
€CTEeCTBEHHbIV NpoLece, KOTOPbLI He CBSA3aH C NUTaHMEM, OKpY>KatoLLein
cpenow unm obpasom XusHu poantenen. BONbLUMHCTBO TakUX N3MEHEHNI B
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OHK He nmetoT aBHOro adppekta. OgHako B peakmnx cnyvasx nogobHble
N3MeHeHNs1 MOTyT NPMBOAUTL K Npobnemam co 340pOBbEM UMK BRMATL Ha
pa3BuTne pebeHka. Ecnu Takme nameHeHus onpegeneHHsIM oopa3om
3aTPOHYT pyHKUMo reHa HNRNPH?2, To pebeHok poantcs ¢ HNRNPH2-
accoLUMMPOBaHHbLIM PacCTPONCTBOM HEPBHO-MCMXMYECKOTO Pa3BUTUS.

Moutn Bo BCcex cnyyaax HNRNPH2-PHIP, BbISBEHHbIX HA AaHHbIN MOMEHT
(2024 rop), reHeTMYECKOE M3MEHEHME NPOUN3OLLIIO CryYalHO, UMK «de Novoy.
OTO 03Ha4YaeT, YTO N3MEHEHME NPON3OLLIIO B 3TOW CEMbE BNEPBbLIE UMEHHO Y
3abonesLwero pebéHka. B oueHb pefkux cnyvasix Takoe nameHeHue
(reHeTn4eckMx BapuaHT) MOXeT NPUCYTCTBOBATb B YaCTU KNETOK opraHnuama
poautens un nepegasatbcs pebeHKy, 3TO ABneHne N3BEeCTHO Kak
«Mo3anumamy». OgHaKo BaXKHO NOHMMATb, YTO HUKTO HE BUHOBAT B HanNn4mm
BapuaHToB B cBoen [1HK, n H1 oamH poguTenb He BUHOBAT B BO3HMKHOBEHUU
HoBoro nameHeHus B IHK nx pe6énxka.

MoxeT nu ato ﬂOBTOpVITbCFI?

BepoaTHOCTbL poxaeHus elle ogHoro pebeHka ¢ pegkMm reHeTU4YeCKUm
3aboneBaHVeM 3aBMCUT OT reHeTMYECKOro koga pogutenen. Ecnun
npegnonaraeTcs, YTO reHeTUYEeCKoe n3MeHeHne sensaeTca de novo (To ecTb
HW Yy OQHOrO M3 poauTenen He obHapy>XeHO TaKoro Xe U3MEeHeHUs reHa
HNRNPH2, kak y ux pebéHka), To BepOATHOCTb POXKAEHUSA eLLé OQHOro
pe6énka c HNRNPH2- PHIP ob6blyHO cocTaBnset meHee 1%.

OpfHa 13 NpuYmH, No KOTOPOW COXpaHAETCA ocTaTovHasi BEPOSATHOCTb
NOBTOPEHNS, 3aKNO4YaeTCs B TaKOM PEAKOM SBNEHUUN, KaK MO3anLIM3M KITeTOK
3apoAbILLEeBON NUHUK (MK roHaAHbI MO3anumaM). Ero cyTb 3aknioyaeTcs B
TOM, YTO poauTenb ABMSIETCA HOCUTENEM reHETUYECKOIO U3MEHEHNS, HO OHO
orpaHM4YMBaEeTCs NULLIb HEKOTOPbLIMU SULIEKNETKAMM U KNneTKkamu crnepmbi.
CnepoBaTtenbHO, FeHeTUYECKOE N3MEHEHNE HEBO3MOXXHO BbISIBUTb MO
aHanuay KpoBu poauTenen.

B nckniountenbHO peakmx crnyvyasx MaTb MOXET HE 3HaTb, YTO OHa siBNseTcH
HocuTenem nameHeHuss B reHe HNRNPH?2. B Takom criyyae y Heé
HabnogaeTca 3HaYMTENBHOE UCKAXKEHUE NaTTepHa MHaKTMBaLMn X-
XPOMOCOMBbI, U X-XpOMOCOMa, COAepKalLlas reHeTM4eckoe N3MeHeHue,
HeakTMBHa B BonbLUMHCTBE KrneTok. [ogobHoe siBneHve Habnoganock kak
MWHUMYM B OZIHOW U3 CEMEN.

Y Unique ecTb 06Lllas kpaTkas 6polutopa, NoCBsLeHHas MO3aunLu3my.

Kaxpasi ceMbsi MOXET MPOKOHCYNbTUPOBATLCS C BPAaYOM-TEHETUKOM U
nogpobHee y3HaTb O BEPOATHOCTM poxaeHus Oyaywmx aeten ¢ HNRNPH?2-
PHIP. Y Unique ecTb oTAenbHble OpoLLopbl, NOCBSALLEHHbIE MIaHUPOBAHMIO
cnegytoulero pebeHka, npeHaTanbHOMY reHeTU4eckomy 06cneaoBaHuio u
ONarHOCTUKE, KOHCYNbTauUUn C KNMMHUYECKUM FrEHETUKOM U NOAAEPXKKE
OpaTbsM 1 cecTpam TeX, Y KOro BbISABUW PEAKNE FTEHETUYECKNE U3MEHEHUS.
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MoxHo nu Bbineunt HNRNPH2-PHINP?

HNRNPH2-PHIP Henb3s BbINEYUTb, NOCKOSbKY rEHETUYECKNE N3MEHEHMS
NpoucxogAT eLle Ha cTagum hopMMpoBaHus 1 passntusa nnoga. OagHako,
3Hasi guarHos, cneumanucTsl MOryT nogobpatb nogxoaswime obcrnenoBaHns um
Tepanuio.

TepaneBTquCKMe pekoMmeHaauunmn

et ¢ HNRNPH2-PHIP gomkHbl HaxoanTbesa nod HabnoaeHWeM KomaHabl
pasHonpodunbHbIX Bpaden. B komaHay AOSMKHbI BXOAUTb reHeTUK, neanartp
UNW OETCKUA HEBPOJTOT, KOTOPbIE CMOTYT KOOPAMHUPOBATbL yX0[4, OTCIEXMBaTb
pa3BuTME 1 NoBeaeHne pebEHka, a Takke Ha3HavyaTb Hanbonee NOAXOASALLYIO
nomoLLb B BUAe usnotepanuu, aprotepanuu, noronegum n, npu
HeobXx0AMMOCTH, MOBEAEHYECKOW Tepanuu. Takke MOryT NnoHagobuTbcs
obcnepoBaHua y odpTanbmornora, ayauosnora, raCTpoaHTeponora u
Kapguonora.

CeMbK paccKkasbiBaloT...

“Korpa y TBOEro pebeHka BbISIBAAOT peKkoe reHeTU4Yeckoe OTKIOHEHUE, 3TO
BbI3blBAET MHOXECTBO 60Me3HeHHbIX aMoLmMin. Thl XO4Yellb AaTb Manbllly BCe camoe
nyyluee, 1 3TO OLLyLLIaeTcs kak 6onbLuas OTBETCTBEHHOCTb. [1oTpebyeTcsa Bpems,
4YTOGbI BCE NPUHATL U OCMbICIUTL. ByabTe fobpbl k cebe n Hukoraa He 3abbiBanTe, YTO
Ha 3TOM HEOXWAAHHOM XM3HEHHOM MyTW Y Bac €CTb BEPHbIE MOMOLLIHUKA B NULe
Unique 1 coobuuectsa Yellow Brick Road («Jopoea uz Kenmoeo Kuprnuya», npum.
ped.).”

“Korga mbl y3Hanu o gnarHose Hallen Jo4epu, TO B HEKOTOPOW CTENEHU
no4yBcTBOBanu obnerdyeHne. Mbl CMOIM NPUCOEAMHUTLCS K Lienow rpynne Apyrnx
poauTenen, y KOTopbiX eCTb AETY C TaKUM e AMarHo3oM. OTo Aano Ham 6orbLuyto
YBEPEHHOCTb 1 NoaAepKy. Mbl y3Har MHOro HOBOFO O TOM, Kakve CUMNTOMbI MOTyT
eLle NposiBNATLCS U Kak Mbl MOXEM NMOMOYb HaLlen oYepu ¢ HAMK cripaBnsiTees. C
TaKUM ANIMHHBIM CMIMCKOM CUMMTOMOB pa3obpaTtbecs AeCTBUTENBHO CIIOXHO U Aaxe
cTpawHo! Ho, koraa s noHMMato, Y4To Apyrne ceMbm TOXE UAYT MO 3TOMY Xe
TEPHUCTOMY MyTW, MHE CTAHOBUTCS NPOLLE, S HAYMHAID BEPUTb B CBOU CUMbI.”

“HecmoTps Ha BCe TpyOHOCTM, C KOTOPbIMU CTasNK1BaETCs Halla 4oYb, OHa AapuT
3TOMY MUPY HEBEPOATHYIO pafgocTb. OHa AapuT ynblOKM 1 MCKPEHHIo MoboBb
KaxgoMy, KOro BcTpeyvaeT. Bo3aMOXHO, HaLLM AHW NPOXUTLI HE Tak, Kak Mbl cebe
npeacTaBnsany, Ho Mbl 6e3yMHo GrnarofapHbl Hallew 3Be3[04ke 3a Ty pagocTb,
KOTOPYH OHa NMPUHOCUT B HaLLY >XWU3Hb KaXabli 6oxui AeHb.”

“Yellow Brick Road — 370 o4eHb akTUBHOE COOBLLECTBO, CO3AaHHOE YBIEYEHHBIMN
poautensiMu n yd4éubimun. OHn pacnpoctpaHsaoT uHopmauyuio o HNRNPH2, nposoasT
nccnenoBaHus, Y4Tobbl paspaboTatb MeauUMHCKME npenapaTtbl 6yaywero.”

NcTOUYHMKMN

[daHHas 6polutopa CoaepuT MHopMaLumnio U3 MeguLMHCKON NuTepaTtypsl, a
TaKxke cBefeHus, NosnyyYyeHHble oT ydacTHuKoB Unique.
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UHdopmauma n nopgaepxka

\ pynna nogaepXku cemen ¢ peakumm
XPOMOCOMHbIMW OTKIIOHEHUSIMU
The Stables, Station Road West,
Oxted, Surrey, RH8, 9EE, UK,
Tel: +44(0)1883 723356

[ 4
U n l e info@rarechromo.org | www.rarechromo.org

Understanding Chromosome & Gene Disorders

MpucoeguHsamnTechb k coobwecTBy Unique, 4ToOGbl 06LIATLCSA C CEMbAMM,
nosiy4yatb AONOSIHUTENbHYIO MHPOPMaLUIO U NOOAEPXKKY.

Unique — aTo GnaroTBopuTEnbHas HErocyaapCTBEHHas opraHm3auus.
durHaHcoBasi NogaepKka OCyLLECTBNAETCA 3a CHET rPAHTOB U NOXEPTBOBAHUN.
Bbl Takke MoxeTe caenatb NOXepPTBOBaHME Ha HaleM oduumansHOM cante
www.rarechromo.org/donate lNoxanyncra, nomornte Ham NOMo4yb Bam!

Cauntbl n rpynnbl B Facebook*:
Yellow Brick Road Project
https://yellowbrickroadproject.org
https://www.facebook.com/HNRNPH2

NHdopmauusa, npeacTaBneHHas B 3Toi 6poLuope, He MOXEeT 3aMeHUTb NPOdeCCUOHanNbHYHo
MEAMULIMHCKYIO KOHCYNbTaumnio. CeMbsaM HEOOXO0ANUMO KOHCYMbTUPOBATLCS Y KBANMMMULMPOBAHHbIX
cneuvanncToB No BCEM BOMPOCaM, KacalLLMMCs 300POBbsl, FeHETUHECKUX OTKIMOHEHUI 1 UX
nevyeHns. Ha MoMeHT ny6nvkaumm cBeAeHNs, CoaepXallumnecs B JaHHOM Bpolutope, cuuTaroTcst
Hanbornee akTyanbHbIMU, HO B CBA3M C MOCTOSIHHBIM U3MEHEHNEM 1 MOMONTHEHNEM
MHpOPMaLMOHHOW 6a3bl O reHETUYECKMX OTKITOHEHUSIX HEKOTOPbIE AaHHbIe MOTyT
KOppekTupoBaTbCs. ATy OpoLutopy coctaBun aoktop dasapa Ctun (Dr Edward Steel), knuHnyeckun
reHeTuk, JloHgoHckas CeBepo-3anagHas YHuBepcutetckas Cnyx6a 3gpaBooxpaHeHus (London
North West University Healthcare NHS Trust). Bepcusi 1 (AP)

[MepeBop BbINOMHEH B paMkax MexayHapo4HOro CTyaeHYeCckoro BofIoHTepckoro npoekta Unique.
KypaTop nepeBog4yeckoro npoekta — Hatanbst BuktopoBHa HeuaeBa, foueHT kadedpbl nepesoaa
PITIY um. A. W. TepueHa, MNMpe3ngeHT Accoumaumn npenogaBaTenen nepesoaa, CaHkr-MNetepbypr,
Poccusi. MeguumHekyto pegakumio ocyulecteuna MNonsk Mapraputa EBreHbeBHa, Bpay-reHeTuK,
K.M.H., MEAULMHCKUIA nepeBoauuk, boctoH, CLUA.

Russian translation 2025 (EV/AP)
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* fleamensHocme Meta (coucemu Facebook u Instagram) 3anpeweHa 8 Poccuu KaK 3KCMpPemMucmcKas.
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