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OT1a Opowtopa npegHa3HayYeHa ANA MOMOLLM CEMbAM U MEOULIMHCKUM PaboOTHUKaM,

OCYLLECTBIAILWMM yX0A4 3a NauMeHTamMum C pacCTPOMCTBOM HEPBHO-NCUXNYECKOTO pa3BUTUSA,
cBsi3aHHbIM ¢ reHom CHAMP1. 3pecb coaepxurtcsa nHopmMaumsa o NnpuinHe BO3HMKHOBEHUS
paccTponcTBa, O TOM, KaKk OHO MOXET NMPOSABNATLCA, a TaKkke peKOMeHOauuu Nno noaaepx ke U BeAeHUo
NauneHTOB C NOAOGHBLIM OTKITOHEHUEM.

YT0 Takoe paccTpoOMUCTBO HEPBHO-NCUXNYECKOro pa3BuUTus,
cBfA3aHHoe ¢ CHAMP1?

PaccTtporctBo HepBHO-Ncuxudeckoro passutusa (PHIP), ceasaHHoe ¢ reHom CHAMP1, — 310 ynbTpapeakoe
reHeTn4ecKoe OTKITOHEHME, CBSI3aHHOE C U3MEHEHNSIMM B reHe nog HassaHuem CHAMP1. icTopudecku 310
cocTosiHMe obo3Hayanm gpyrMMu Ha3BaHUAMU, TaKMMKU Kak ayTOCOMHO-AOMMHAHTHasA YMCTBEHHas otctanocTb 40-ro
Tvna (MRD40) n paccTponcTBO HEPBHO-NCUXNYECKOTO Pa3BUTUSA C TMMTOTOHUEN, HAPYLLUEHUSMWN PeYn U
ancmopduveckumun Yyeptamm nuua (NEDHILD), noatomy B CTapbiX MEOVULVHCKNX OKYMEHTax Bbl MOXETe BCTPETUTb
WMEHHO 3TN TEPMUHBI.

PHIP, ceazaHHble ¢ CHAMP1, xapakTepuayroTcs npexae BCEro 3afepXkon pasBuUTUS, pasfMyHOM CTEMNEHbIO
YMCTBEHHOMN OTCTanoCTn N 3Ha4YMTENbHBIMU HapyLLIEeHUaMK pedn. [ipyrme pacnpocTpaHEeHHbIE KIoYeBble
OCOBEHHOCTU BKIIOYAKOT B C€65 HU3KUIN MbILLEYHbIA TOHYC (TMMIOTOHWUIO), HAPYLLUEHNST MOTOPUKN U NOXOAKK, NpoGrembl
C KOpMIEeHNeM, aTMNnYHOE NoBeaeHNe U HecTaHgapTHbIE YepThl nuua.

Kak 310 yacTo ObiBaeT C reHEeTUYECKMMU OTKITOHEHNSAMM, Y KaXXO0ro YerioBeka OHU MOTyT NPOSIBNATHCS NO-pa3HOMY —
Jaxe cpeau YrneHoB CEMbU C OOHMM U TEM Xe OTKITOHeHneM. Bce BO3MOXHbIE CUMNTOMbI ByayT NPOSIBNATLCA HE Y
Ka)kgoro naumeHTa ¢ paccTponcTBoMm, cBsidaHHbIM ¢ CHAMP1. Takke cTeneHb BblpaXXeHHOCTUN KaXK40oro KOHKPETHOrO
CMMTOMAa MOXET CUNbHO OTNIMYATLCS Y pasHbIX Nioaen.

eHbl 1 XpomMoCcoMblI

["eHbl UrpatoT BaXKHYO POSib B HaLleM opraHnsmMme, oTeeuvas 3a ero poct u passutmne. OHm coctodat u3 [IHK 1 BCTpoeHb!
B OPraHn30BaHHble CTPYKTYpbl, HA3bIBaeMble XpoMOCOMamu. Takum 0Bpa3omM, XpOMOCOMbI coaepKaT Hally
reHeTMYEeCKYIo MHhopMaLmio. XpOMOCOMbI HAXOOATCA B KIEeTKax opraHMaMa — CTPOUTESNbHBIX KUPNnYnKax, ua
KOTOPbIX COCTOMT TENO Yenoseka. Y nauMeHToB C reHEeTUYECKMMN OTKITOHEHNAMU OOUH UM HECKOMBbKO FrEHOB
YHKUMOHUPYIOT HE Tak, Kak 3agyMaHo, YTO MOXET NPMBOANTb K M3MEHEHMAM B paboTe opraHusma.

OHK coctount 13 anemeHTapHbIX €AMHNUL, — OCHOBaHWIA Unu Hykneotnaos. CylecTByeT YeTbipe Tuna asoTUCTbIX
ocHoBaHun [IHK, koTopble obo3HavatoTest 6ykBamu A, L, ' n T. B ctpykType [HK aTK ocHoBaHMsi coeaAnHEHbI
nonapHo, obpa3sys napbl ocHoBaHWW. [NonHasa nocnegoBaTtenbHOCTb Hawer [HK cogepxut 6onee Tpex Munnnapgos
Takux nap.
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Yto aBnaetca npnumHou PHIP, cBaszaHHbIx ¢ CHAMP1?

PHIP, ceaszaHHble ¢ CHAMP1, BO3HUKAIOT 1U3-3a OnpenerieHHbIX M3MeHeHW (KOTopble Takke HasbiBaloT
natoreHHeIMn BapraHTamn) B uenovke HK rena CHAMP1 (CHAMP1 — abbpeBunaTtypa OT NOJSIHOrO Ha3BaHUA reHa:
«CHromosome Alignment Maintaining Phosphoprotein 1», To ecTb reH, kogupytowmin 6enok nog HasBaHMeEM
«boconpoTerH 1, nogaepxvBaroLLuii BbipaBHMBaHME XPOMOCOM») UMM NOTEPU OQHOW KOMWKM 3TOro reHa 13-3a
Aeneumm XpomMoCoMbl.

Odeneunam n MuKpogeneuusamMm nocBsAlWeHa otaenbHasa 6powtopa Unique

"'en CHAMP1 pacnonoxeH Ha KoHue AnuHHOro nneda (q) 13-n xpomocombl B o6nactn 13q34, kak nokasaHo Ha
n306paxxeHnn HuXxe.

13-1 xpomocoma

KOpOTKOE Mneyo (p) AnMHHOE nreyo (q) HAMP1

B Hawwmx kneTkax HaxogaTca ase konuu 13- XpOMOCOMBbI U, COOTBETCTBEHHO, ABe Konun reHa CHAMP1. PHIP,
cBsA3aHHble ¢ CHAMP1, nposBnstoTcs, koraa ogHa konus reHa CHAMP1 nospexaeHa, a BTopas yHKLUMOHMPYET
MOMHOLIEHHO. OTO OTKITOHEHWNE Ha3blBA€TCSl ayTOCOMHO-AOMUHAHTHBIM: BCE NMPOHYMEPOBAHHbIE XPOMOCOMBbI
Ha3blBalOTCA ayTOCOMaMM, a reHETUYECKNE OTKIMOHEHUS, pa3BUBAIOLLMECS NPU NOBPEXOEHUN TONBKO O4HOW KOMUK
ayTOCOMHOrO reHa, — AOMUHAHTHbLIMMU.

MoHoreHHbIM 3a6oneBaHUAM C dyTOCOMHO-AOMUHAHTHbLIM TUMOM HaclriegoBaHuA,

nocBsileHa oTaenbHasA 6powopa Unique

Ponb 6enka CHAMP1

MocnepoatenbHocTb reHa CHAMP1 oTBevaeT 3a BbipaboTky 6enka CHAMP1. 3ToT 6enoK BbINOMHSAET HECKOMNBbKO
BaXKHEWLINX (PYHKLWUIA, KPUTUHECKN BaXKHbBIX ANS NPaBUibHOrO pasBntus 1 paboTkl Hawero opraHuama. Lnpokuii
cnekTp cumntomoB 1 ocobeHHocTer PHIP, cBsisaHHbIX ¢ CHAMP1, Bkntovasi NposiBIIEHUS CO CTOPOHbI MO3ra, MbILLILL,
KMLLEYHMKA 1 APYTUX CUCTEM OpraHn3ma, SBnseTcsa NpAMbiM cneactTenemM nameHeHmn B 6enke CHAMP1 u nx BnvsiHWA
Ha ero pasnuyHble yHKLMWN B KNeTkax.

e [eneHue knetok (Muto3): OcHoBHas ponb 6enka CHAMP1, oTpaxkeHHast B ero HasBaHUM — OeNCTBOBaThL B
KayecTBe «perynupoBLLUKa ABMKEHUA» AN XPOMOCOM BO BpeMsa aeneHus knetkn. OH obecneynBaet
npaBuIbHOE BbICTPanBaHMEe XpOMOCOM, a 3aTeM pa3feneHne O4HON KNeTKM Ha ABe HOBble. DTOT npoLecc
HeobxoOuM Anst pocta U pa3BUTUS MHOTMX OPraHoB, B 0COGEHHOCTU MO3ra, BO Bpems (hOpMMpPOBaHNS KOTOPOro
NPOUCXOAUT MaccoBOe M1 ObICTPOE AeneHne KNneTok. [aHHbIn Nnpouecc MoXeT HapyLuaTbes, korga 6enok CHAMP1
(PYHKUMOHMNPYET He Tak, Kak JOJDKEH, YTO BMOCMNEACTBUN MOXET NOBNUSATL HA Pa3BUTME pPasnMYHbIX YacTen Tena.

o PasButue HenpoHoB: ViccnegoBaHusa nokasanu, 4yTo CHAMP1 oyeHb BaxkeH Ansg HOpManbHOro pasBuMTus Moa3ra.
HepocTaTtok aToro 6enka MoXeT NPUBECTU K 3aePXKKE Pa3BUTUS HEMPOHOB B MO3re, a Takke HapyLWWTb NpoLecc
NX MUFPaLUM K HYy>KHbIM No3uumsamM B xoge ero popmmpoBanus (Nagai 2022, Van Caugherty 2024). Y nogen ¢
PHIMP, ceazanHbiMn ¢ CHAMP1, HepocTtaTok 6enka CHAMP1 BbI3biBaeT MHTENMNEKTYaNbHYH HE4OCTAaTOYHOCTL U
Apyrue HeBpoIiorMyeckme ocobeHHoOCTH.

e Penapauus AHK: benok CHAMP1 Takke urpaeT ponb B ucnpasneHum nospexageHun B JHK,
Hanpumep, Takoro NOBPEXAEHUS], Kak OBYXLENOYEYHbIN pa3pbiB. Takum obpasom 6enok CHAMP1
nomoraeT nogaepxmeartb CTabubHOCTb U LIENOCTHOCTL reHoMa.



https://rarechromo.org/media/information/Other%20Topics/Deletions%20and%20microdeletions%20QFN.pdf
https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf

Pa3nuyHbie BUObl reHETUYECKUX U3MEHEeHUN

OT KOHKpeTHOro Buaa uameHeHuns reHa CHAMP1 BO MHOrOM 3aBWCUT TO, KakKumMu 6ygyT CUMNTOMbI 1 MPOSIBNEHNS
OTKMNoHeHwu. CornacHo ncecneoBaHnsM, pasnuyHble U3MEHEHUS (BapyaHThbl) reHa MOryT No-pa3HOMY BNUSITb Ha
6enok CHAMP1. B pesynbTaTte y naumeHtoB ¢ PHIP, cBszaHHbiMn ¢ CHAMP1, MoryT BapbMpoBaTh CUMMTOMbI U
NPOSIBIEHUSI OTKIMOHEHWI, a Takke TSXKEeCTb 3TUX CUMMTOMOB.

e [leneuus reHa: Y HEKOTOPbIX MNaLMEHTOB oaHa 13 konui reHa CHAMP1 nonHocTbo OTCYTCTBYET. B Takom cnyvae
B OpraHu3me ecTb TOMbKO 0Ha (PYHKLMOHAaNbHas Konus 3Toro reHa, cnocobHasi nponssoamts 6enok CHAMP1.
OTO0 sIBNEeHNe Ha3blBaeTCA rannoHe0cTaToqyHoCTs. B pesynbTate nponssoantcs Basoe MeHblue 6enka CHAMP1,
Yero HeOCTaTOYHO At HOPMarbHOro pasBnTUA opraHnsama. CuntaeTcs, Y4TO y NauMeHTOB C Aeneumen reHa
CHAMP1 cMMNTOMbI U NPOSIBIIEHUS, KaK MPaBUIIo, He Takne TshKerble, Kak y NaunMeHTOB C BapnaHTaMm
nocrneaoBaTenbHOCTU 3TOrO reHa.

e BapuaHTbl nocnepgoBaTesibHOCTU reHa, notepa dyHkumm (LOF): Y nauneHTtoB ¢ PHIP, cBsi3aHHbIMK C
CHAMP1, yalle HabniogaeTcst He Aeneuus Lienoro reHa, a kakon-nmbo BapuaHT ero nocrefoBaTenbHOCTY.
Hanpumep, 3T0 MOXET ObITb HOHCEHC-BAPMAHT UM BapUaHT CO CABUIOM pamky, NPU KOTOPbIX B rEHETUYECKOWN
KUHCTPYKLUMY» NPEXOEBPEMEHHO NOSBNSAETCA «CTOM-CUrHaM». ATOT CUrHan NPMBOAUT K OCTAHOBKE CUHTE3a
Benka. Takne BapraHTbl NOCNEAOBATENLHOCTM reHa HasbiBatoTCs BapriaHTamu ¢ notepen dyHkumm (LOF), Tak kak
YKOPOYEHHbI 60K He MOXET BbINOSHATL CBOI OObIYHYO yHKUMI0. CUMTaEeTCs, YTO MPU STOM YKOPOUYEHHbIN
©enok npenaTcTByeT PYHKLUMOHMPOBAHMIO NOSTHOLEHHOro Benka, KOTOpbIn MPOM3BOAUTCS HEMOBPEXAEHHbBIM
reHom CHAMP1 gpyron 13- xpoMocoMbl. Takoe SIBMeHNe HasblBaeTCA JOMUHAHTHO-HEraTyBHbIN 3QEKT,
KOTOPbIN OTAMYAETCA OT ranfioHegoCcTaTtodHOCTU, HabnaaeMon Npu Aeneumm rexHa.

e BapuaHTbl nocnegoBatenbHOCTU reHa, npuobpeteHue cbyHkuum (GOF): CyliecTByeT Apyron BU BapuaHTa
nocrneaoBaTenbHOCTU reHa, U3BECTHbIN KaK MCCEHC-BAPMaHT, KOTOPbIA NPOM3BOAWT HE YKOPOYEHHbIN, a
BUOON3MEHEHHbIN 6enok. NogobHble BMOOM3MEHEHHbIE Denkn Horaa NpMobpeTaloT HOBYHO UMK YCUTTEHHYHO
DYHKLMIO, MO3ITOMY TakMe BapuaHTbl Ha3blBaKOTCA BapvaHTamu ¢ npuobpeteHnem dyHkumn (GOF). BapuaHThbl
reHa CHAMP1 ¢ npunobpeTeHvem yHKUUN B MEOULIMHCKON nNuTepaType ocseLlarnTcsa HevacTo (Ben-Haim 2020,
Amenta 2023, Yoshizaki 2024), ogHako npu 3TOM U3BECTHO, YTO CUMNTOMbI U MPOSABNEHNS NOAOOHOro BapmMaHTa
pasHoobpasHbl. Ha 2025 rog BapuaHTt reHa CHAMP1 ¢ npuobpeTteHnem dyHKLUN 0BHapy>KeH TONbKO y
HebOonbLIOro Yncna nauneHToB. Y 6onblUMHCTBA M3 HUX HabnogatTes Mbo oyveHb cnabble, NMMBO 4OCTAaTOYHO
TSKENble CUMNTOMbI B 3aBMCMMOCTU OT TOTO, B KAKOM MMEHHO MECTE NMPOU30LLII0 N3MEHEHMWE reHa (AaHHble
nony4eHbl Hay4HbIM dooHaom CHAMP1 Research Foundation npyn nuyHom o6weHnn ¢ 17 4eTbMu 1 B3pOCTbIMA C
MucceHc-BapuaHTom reHa CHAMPT).

FeHeTn4yeckoe TecTupoBaHue

PHIP, ceazaHHble ¢ CHAMP1, MOXHO BbISSBUTb MPW NOMOLLY FEHETUYECKOro TECTMPOBaHNs. BapraHThbl
nocrnegoBaTenbHOCTU FreHa MOXHO onpeaenuTb NOCPeACTBOM Takoro TecTa, Kak CekBeHVpoBaHne, HanpuMep,
NOMNHO3K30MHOEe cekBeHnpoBaHue (WES) unu nonHoreHomHoe cekBeHnpoBaHue (WGS). OTcyTcTBMe reHa (genewmio)
Takke MOXHO onpeaenuTb bnarogaps cekseHnpoBaHuio. OgHako yalle geneumo AMarHoCTMPYIOT NPU NOMOLLK
OPYrMX BUOOB reHETUYECKOro TECTUPOBAHUSA, HAaNpUMeEpP, XPOMOCOMHOI0 MUKPOMAaTPUYHOrO aHanusa (Takke
n3BecTHoro kak arrayCGH wunu SNParray).

Y Unique ecTb oTAenbHbIe 6poLutopbl,
nocBsiLleHHble cekBeHupoBaHuio [HK,
arrayCGH un SNParray



https://rarechromo.org/media/information/Other%20Topics/DNA%20sequencing%20(whole%20genome%20and%20exome)%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Array%20CGH%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/SNP%20Array%20FTNW.pdf

P63y11 bTaTbl reHETU4YeCKOro TeCtnpoBaHus

PesynbTaTbl reHeTUYECKOro TECTMPOBAaHWS, Kak MpaBuio, NpegocTaBnseT Bpad-reHeTuk. B 3aBucumocTn ot T0ro,
Kakoln TUM TeCTMPOBaHWSI NPOBOAWSICS, pe3ynbTaTbl Y NaUMeHTa ¢ pacCTPOUCTBOM, CBs3aHHbIM ¢ CHAMP1, moryT
BbIMMSAETb creayowmum obpasom:

Hwxe npuBeneH npumep pesynbTata cekseHnpoaHus JHK (Hanpumep, WES unm WGS), npyn noMoLLm KOTOpPOro
onpegeneH BapuaHT reHa CHAMP1:

c.1192C>T p.Arg398* (A398Ter) CHAMP1 (NM_032436.3)

p.Arg398* (A398Ter)

C>T

c.1192

CHAMP1
NM_032436.3

OsHayvaeT n3aMeHeHue B coctaBe benka: NosiBNeHNe aMMHOKUCIOTLI apriHmnHa (Arg) B
noauuumn 398 B nocrnenoBaTenbHOCTY aMUHOKMCIIOT, U3 KOTOPbIX COCTOUT Benok,
NPUBOAUT K BOSHUKHOBEHWIO NPEXAEBPEMEHHOIO «CTOMN-KOAOHa» (Ha YTO yka3bliBaeT
3HaK *). 3TO pa3HOBUAHOCTb HOHCEHC-MyTaL MK

O3Ha4aeT M3MEHEeHne nocneaoBaTenbHOCTU reHa; HykneoTtug C 6bin 3aMeHeH Ha
Hykneotug T

0603HavYaeT n3MeHeHue B NOSNIOXKEHUM Napbl OCHOBAHMI B NOCNeaoBaTenbHOCTU reHa
(nonoxeHue, B koTopoMm Hykneotua C 6bin 3ameHeH HykneoTuaom T)
yKasblBaeT Ha reH, MogBeprmvncsa Mytaumm

o710 KOHKpEeTHasn «pecbepeHCHaﬂ nocrnenoBaTesibHOCTb», UJMN CXeMa reHa, KOTopyto
y4YeHble UCNOoNb3yT ON1A TOYHOro onpeneneHna pacnonoXeHna ero BapnaHTa

Mo pesynbTaTtamMm XpoOMOCOMHOrO MUKPOMAaTPUYHOro aHanvaa (Hanpumep, Ha Mukpodmnax array-CGH mnu
SNParray), koTopbli MOXET naeHTumumpoBaTth geneunm n gynnukauum, BUAEH NpuMep MUKPOAeneunn,
3aTparuBatowlen reH CHAMP1:

arr[hg19] 13934(114,857,341-114,902,670)x1 dn

arr

hg19

13q14

AHanua 6bin NpoBeAeH METOAOM CPaBHUTENBHOM FEHOMHOWN rMbpuansauum Ha
Mukpoumnax array-CGH

"eHoM YyenoBeka, Bepcust cbopkm 19. 310 kOHTponbHas nocnegosartenbHocTb OHK, Ha
nprMMepe KOTOPOWN HYMEPYIOTCS Napbl OCHOBaHUN. 1o Mepe u3yveHnsi reHoma 4YenoBeka
NosIBMNSIOTCA HOBbIE BEPCUM COOPKKU, MOSTOMY HOMepa Nap OCHOBAHWUIA MOTYT
06HOBMATBLCA. DTO O3HAYaET, YTO PacrofioXKEHNE Napbl OCHOBAHWIA U3MEHSAETCS B
3aBMCMMOCTM OT MUCMOSb3YEMOWN BEPCUMU COOPKU

Oeneuuna npounsowwna B 13- xpomocome Ha yyacTke q34

114,857,341-114,902,670 Mapbl ocHoBaHun mexay 114,857,341 n 114,902,670 oTcyTcTByt0T. ECrn

x1

dn

BblYECTb NEPBOE YMCIO U3 BTOpPOro, nonyuntca 45,329 (0,045 M6 — Merabas
unu 45 k6 - kunobas). ATo YMCro OTCYTCTBYHOLUMX Nap OCHOBAHWN

0O3Ha4aeT, YTO Ha 3TOM y4acTKe NPUCYTCTBYET TOMbKO OfHA KOMWs nap OCHOBaHWUI BMECTO
OByx. Takum obpasom, 31O aeneums.

de novo. Pe3ynbTaThl XpPOMOCOMHOIO aHanmsa poavTenen nokasanu, 4to geneummn unm
Opyrux nepectpoek Ha ydacTtke 13q34.3 y Hux obHapyxeHo He 6bino. BapuaHT, yto
Jeneuus nepeganack no HacneacTsy, ManoBeposTeH. 04T HaBEpPHsika B CEMbe OHa
nposiBMnach y atoro pedeHka Bnepsble.

mat o3Ha4ano 6bl, YTO Aeneuus yHacnengoBsaHa OT maTtepu

pat o3Ha4ano 6bl, YTO Aeneuus yHacneaosaHa ot oTua

Y Unique ecTb oTaenbHaa 6powtopa 06 nHTepnpeTauum

pe3ynbTaToB reHeTU4eCKoro aHanu3sa



https://rarechromo.org/media/information/Other%20Topics/Interpreting%20genetic%20test%20results%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Interpreting%20genetic%20test%20results%20FTNW.pdf

Kakue KnnHn4yeckumne nposBrieHUs U CAMNTOMbI BCTPeYaroTca y
nauueHTtoB ¢ PHIP, cBsazaHHbimu ¢ CHAMP1?

Kak 1 npu MHOrMX reHeTU4eCKUX OTKNOHEHUSIX, AeTn 1 B3pocnble ¢ PHIP, ceasaHHbiMn ¢ CHAMP1, moryT nmeTtb
pasnuyHbie cumMnToMmsbl. [0 Mepe yBenuyeHus Yncna guarHoCTUPOBAHHbIX CryYaeB cpean AeTen 1 pacnpocTpaHeHns
WMHopMaLMM O HUX CNEKTP CUMMNTOMOB W NX NPOSIBNEHUA, BO3MOXHOCTEN U OrpaHUYeHnin, a Takke NporHo3 Ans
JeTel 1 B3pocCrbIX, UMELUX AaHHble 0COB6eHHOCTH, ByaeT CTaHOBUTLCH SICHEE.

YacTble cuMnTOMBI
BonbwuHcTBO Aeten ¢ PHIP, cBasaHHbimn ¢ CHAMP1, nmeror:

e OnpeneneHHyto CTeMNeHb 3a4epXKK PasBUTUS, YAcTO OT YMEPEHHOW A0 TsKenow
e MHTennekTyanbHyl0 He4OCTAaTOYHOCTb UMW TPYAHOCTU B 06YYEHUM, YACTO OT YMEPEHHbIX A0 TSKEMbIX

° 3a,u,ep>|<|<y pe4yeBoro u A3blKOBOro pa3BuTUA, Npu KOTOpOI;I peyb HapylleHa cunbHee, 4eM NoHnMaHue. Y
MHOIMX OTCYTCTBYET pedb Ui ee BO3IMOXHOCTU Kpa|71He OorpaHun4eHbl

e 3agepxKy pasBuTMs 06LLEei MOTOPUKU: MO3AHEE HAYamno cuaeHUs, Non3aHusa n xoabbbl. CpeaHuii BospacT
Hayana camMoCTOSATENbHOW X0AbObl — CTaplue ABYX NeT

e  Hu3KMIN MbILIEYHBIN TOHYC (TMMOTOHMS)
e [MNepMoBUNbHOCTL CyCTaBoOB
e TpyaHOCTV NpY KOPMIIEHUKN, OCOBEHHO B MNaJeH4YecTBe, YacTo CBA3aHHbIE C TMMOTOHNEN

e OcobeHHOCTV NoBefeHMs!, BKITHOYas OpYXemntobHbIM XapaKkTep, paccTponcTBo aytuctnyeckoro cnektpa (PAC)
Unn ayTUCTUYECKME YepThbl, CUHAPOM Aeduunuta BHUMaHNA 1 runepaktmeHocTy (COBIN) n TpeBOXHOCTb

e XapakTepHble YepTbl N1ua, BKOYas TOHKYIO Uiy TPeyronbHyto (nanatoyvHyto) hopmy BepxHen rybol,
YKOPOYEHHOE PacCTOSHNE MEXAY HOCOM U BEPXHeW rybon (ryGHow xenobok nnv unbTp), NAOCKY0 unm
LLUMPOKYIO NEPEHOCULLY, HA3KO NOCAXKEHHbIE YLUW, KOXKHbIE CKMaAKN y BHYTPEHHErO Yrosika rras (anukaHT),
rnasa, NpunogHaTbIE K BUCKaM (BOCXOASALLMA paspes rnas), U NPUOTKPbITbIN poT

e  AHOManuu 3peHus, BKIoYasa kocornasme (ctpabusm), 4anbHO30pKOCTb (rMnepmeTponuio), 6nmsopykoctb
(MMONNIO) N HEKOHTPONMPYEMbIE ABWKEHUSA a3 (HACTarm)

e JKenygouHo-nuLLEeBOOHbIN pedoritoKe
e 3anopsbl
e [lpobnembl Co CHOM, BKMoYas TPYOHOCTU C 3acbiMaHNEM UMW NOAAEPXKAHNEM CHA, a Takke anHo3 BO CHe

e PekyppeHTHbIe pecnpaTopHble NHeKLUK

ﬂpyme BO3MOXHble CUMINTOMBbI:
e CynopoXHbI CUHAPOM UMK anunencus

o  CTpyKTypHble aHOManuu mo3sra, KoTopble MOryT BKIIoYaTh B CE6S UCTOHYEHME MO30MNCTOrO Tena unm
n3MeHeHusi 6enoro BellecTBa

e ManeHbkuii pa3amep ronosbl (Mukpouedanus)

e [lpobnemMbl ¢ 3y6amu, BKNtoHas ManeHbKMe Ui CMeLLEHHbIe 3yObl, a Takke 3a4ep)KKy BbiMafeHUsi MOMOYHbIX
3yboB

e [pbbkY, KAk MPABUIO, MYMOYHbIE Y CPEANHHON NIMHWUM XKMBOTA

e CwnHagpom uuknuyeckon peoTsbl (CLIP)




BepemMeHHOCTb 1 poAabl

XoTsa 6ONbLMHCTBO BEpEMEHHOCTEN NpoTeKaeT 6e3 aHOMarnuii, OTKITIOHEHMS
MOFyT NPOSABUTLCH B HEOHATanbHOM nepuoge. HU3Kni MblLLEYHbIN TOHYC
(rMNOTOHMS) 1 TPYOHOCTW NPY KOPMIIEHMMN YACTO SABNAOTCA OOAHVMM U3
nepBbIX NPU3HAKOB, KOTOPbIE 3amMeYaloT poauTeny n Bpadn. [ns nonyyeHus
[OMONHUTENbHOM NOMOLLM HEKOTOPLIM MinagaeHuam TpebyeTcsa npebbiBaHne
B OTAENEHMM UHTEHCUBHOWN Tepanum HOBOPOXAEHHbIX. Bec 1 gnuHa Tena npu
POXAEHUN OOLIYHO HAXOAATCS B Npefernax cpeaHnx 3Ha4eHUin, HO MoryT
ObITb BKE K HWKHEW rpaHuLe HopMel. o cnoBam poguTenen, B page
cnyyaeB BO Bpemsl 6epeMeHHOCTM OTMe4anoch yBenuyeHme obbema
XMAKOCTM B obnacTtu weu nnoga (cornacHo nHgopmaumm ot doHaa
uccnegosaHuin CHAMP1T).

BHewHOCTb

OnpepneneHHble YepThl Nnua 'y geten ¢ PHIP, ceaszanHble ¢ CHAMP-1, BCTpe4daloTcs valle, Yem y Apyrux. 3tm
0COBEHHOCTN He BNUSIOT Ha 300POBbE, HO MOTYT NMPUBOAUTL K HEOXWAAHHOMY BHELLHEMY CXOACTBY MexXay AeTbMU
C OOVMHAaKOBbIM AnarHo3oM. [laHHble 0COBEHHOCTU BapbUPYOT U MOTYT ObiTb BblpaXKeHbl cnabo, a y HeKOTopbIX
AeTten n BoBce OTCYTCTBYOT. K HUM OTHOCATCS NPUOTKPLITLIN POT, TOHKas unu TpeyronebHas (nanato4yHas) hopma
BepXHeWn rybbl, BbIBEPHYTas HUXHASA ryba, yKopoYeHHOe paccTosHMe Mexay HOCOM 1 BepxHen rybon (dpunbTp),
NNockas UM LUMpoKas nepeHocmLa, HU3KO NOCaKEHHbIE YLLIN, KOXHbIE CKNaaKku y BHYTPEHHEro yrofka rnas
(3nukaHT) 1 packocble rnasa.

PasBurtue
Pa3Butue obLen u Merikon MOTOPUKHU

YHusepcanbHbivi npusHak PHIP, cesasaHHbix ¢ CHAMP1 — 3710 3agepxkka
pa3sutus. [JJoCTKEHNE OCHOBHbIX 3TanoB Pa3BUTUS NPOUCXOAMNT CO
3HAYUTENbHOW 3a4EePXKKOW. OTO B 3HAYMTENBHOW CTeneHn obycrnoBneHo
rMMNOTOHMEN (HN3KUM MbILLEYHBIM TOHYCOM), KOTOpas Habnogaetcs y
nopasnsoLero 60nbWMHCTBA HOCUTENEN, a Takke rMnepMobUnbLHOCTLIO
cycTaBoB. BonbLIMHCTBO AeTew BCE e 0cBanBalT CaMOCTOATENbHYI0
xoAb0y, 04HaKo 3TOT 3Tan, Kak NpaBuIio, HacTynaeT nNocrne ABYXMeTHero
Bo3pacTa (Levy, 2022). Y HekOTOpbIX NauneHTOB MOXeT HabnogaTbcs
Heobbl4YHas UNn HeykniXas (atakcnyeckas) noxoaka, obycnosneHHas
HapyLLUeHMAMN paBHOBECKS N KOHTPOnA Mbiwy. OTCTaeT Takke n pasButue
MerKOW MOTOPUKN — LieneHanpasneHHble ABWKEHWUS pykaMu Npu urpe ¢
UrpyLLKamMmu, Nonb3oBaHnM CTONoBbIMKU Npubopamu n ogesaHum (Levy 2022).
C uenbio pasBuUTUSA MbILLIEYHON CUIbl U KOOPAUHALMM MHOTMM AETAM
pekoMeHOyeTCsl paHHSASA U cucTemaTuyeckas umanyeckas Tepanvs, a ans
TPEHVUPOBKN MENKON MOTOPUKM 1 BbITOBLIX HABLIKOB — 3proTepanusi.

i 4/6/86 - 7/3/00

Y Unique ecTb oTAenbHbIe 6pOLWOPbI, NOCBALWEHHbIe TEpaneBTUYECKUM MeToAaM, a TaKkKe NMpuyyYeHUHo K

Tyanety U KOHTPOJIO 3a MOoYeucnyckaHmem un ,qe(bekau.weﬁ

QQ «Bckope nocne Toro, Kak Jo4Ke UCNONMHUIOCH NATb, OHA Hay4unacb KaTaTbCA Ha 6eroBene.

Kasanocb, aToro Hukorga He npousonget. Mbl npo6oBanu cHoBa U CHOBa, HO pe3ynbTaTa No4YTH
He 6bINO, U BAPYr OHA NPOCTO B3sna 1 noexana. OHa yxe He pa3 yaMBIsna Hac Takumu nobegamu,
M Tenepb Mbl TBEPAO 3HAeM: HAUKOrAa Hemnb3A 3aragbiBaTh Hanepeagy.



https://rarechromo.org/media/familyguides/English/Therapies%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Toilet%20training%20and%20continence%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Toilet%20training%20and%20continence%20FTNW.pdf

«Korga Hawewn govepu NnocTtaBusn AMarHo3, 1 U NpeacTaBuUTb He MOrna, YTo OHa GygeT Tak
XOPOLUO rOBOpPUTb, 6eratb, 3aBOAUTb APY3€eH, KaTaTbCA Ha KOHbKaX, TaHUeBaTb U NeTb
nobumMblie NecHU. Yto oHa cama GyaeT rotoBUThL cebe 3aBTpak, cobupartb 06ea B LLKONY U
cnaTb BCHO HOYb HamnporsneT. 1 He Bepuna, YTO OHa HayYUTCs CNpPaBNATbLCS CO CBOMMU OYpPHbIMMU
3MOLMAMU C NOMOLbIO AbIXaHUSA, OyaeT UCKpPeHHe U K MecTy Ha BCE pearMpoBaTtb, 3agaBaTtb
BOMPOCLI, CTAHET TaKOM YyTKOW, NOSNOOUT Nnoaen BOKpyr n 6yaeTt npeycneBaTtb B wkone... U
3TO AaneKko He BCE. Bce getn ¢ 3aTum gMarHo3om pasHble. Y Haweun goyepu Hambonee
pacnpocTpaHeHHbIn Tun mytauunm CHAMP1. 41 roBopto 3TO, YTOObLI Bbl 3HANU: paHblue Y MeHS
NnoYTU He GbINO HageXxabl, HO Tenepb OHa NnosiBuUNachb. [lobnBanTecb NOgAEPXKKN ANA CBOEro
pebeHka. [laxke KpoLLueYHble ycnexu CKrnagbiBaloTCs B HeUYTO 6onbluee, U BUAETb 3TOT Nporpecc
— HacTosiLee 4yao».

UHTennekTyanbHoe pa3BUTUE N CNOCOOHOCTb K OOy4YeHu o

Bce nauuneHTel ¢ CHAMP1-PHIP nmetoT Ty Unun MHyto cTeneHb UHTENNEKTyanbHOM HegoCTaTOYHOCTM — OT JIerkon Ao
Tsbkernon. OHa BneveT 3a cobon TpygHOCTM C 00yYEeHMEM, NTOTMKOWN N MOHUMaHUEM NPUYMHHO-CIIe4CTBEHHbIX CBSA3EN.
Kak npaBuno, Takum AeTsiM Hy)XHa cepbe3Hasl Moaaepkka B Te4eHue Bcero nepuoga obyyerumsi. Ytobwl pebeHok mor
peanusoBaTb BCE CBOM BO3MOXHOCTU, KpaliHe Ba)XXHO BOBPEMSI HauaTb 3aHSATMS CO CreumanmcTaMm U CoCTaBUTb
MHONBMAYanbHbINA y4ebHbIV NnaH.

Y Unique ectb oTAenbLHasa cepua 6poLop, NOCBALLEHHbIX 00y4YeHUI0 U JarnbHenwemy obpa3oBaHuio,
a TaKxe TpyAoyCTPOMCTBY

«B nATb neT Hawa foYb ymMeeT cyMTaTb A0 NATU U cobupaet
nasanbl ax n3 16 geranen. Mbl o4eHb MHOIO U TepnesiuBo
npakTUKOBanNucb — MNOPON 3TO ObINO0 yTOMUTENbHO, HO
Tenepb OHa UCKPEHHEe NOUT cYeTHbIe UrPbl U Aaxe cama
CKnagbiBaeT roynioBosioMku. Bce ycunua He npoxopart
napom!»

((CTapaVITECb He 3aUUuKnmBaTbCA Ha TOM, 4YTO Ball pe6eHOK
ele He ocBOwUI1, a cocpenoToybTeCb Ha ero ycnexax. Beaob B
oAuH nperaCHbIVl AeHb Bbl BOpPyr 3aMeTuTe, 4TO OH caenan
TO, YTO Ka3asyioCb HeBO3MOXHbIM — B CBO€éM pUTMe — a Bbl
3pPA CTOJIbKO BOJTHOBAJTUCDBL».

A3bIK U pedb

BbipaxeHHble TPyAHOCTY B pa3BUTUUN peun 1 A3blka Takke SABMSIOTCH YHMBepcanbHbiM npudHakom PHIP, cBadaHHbIX
¢ CHAMP1. Y MHOrMx HocuTenen HabniogaeTcs oTCyTCTBME pedn UM MUHMMarnbHas Bepbanusaums,
OrpaHMYMBalOLLAACS UCMONb30BaHWEM HECKOMbKUX OTAEMbHbIX CII0B NN XecToB. B Tex cnyvasx, korga peyb BCE Xe
hopmupyeTcs, nepsble CnoBa 0ObIYHO NPOM3HOCATCA C 3a4EPXKKON — B CPeAHEM B BO3pacTe OKOJSO Tpex C
nonosuHon net (Amenta 2023, Houvener 2025). Yacto oTmevaeTcs, YTO NOHMMaHWE peyn y Takux AeTeln pa3BuTo
3HaUMTENbHO Ny4lle, Yem NX CNocoOHOCTb FOBOPUTL CaMOCTOATENbHO. OTOT paspbiB B HABbIKax MOXET CTaTb
npuynHom ans 6ecnokoncTea.

OuyeHb BaXHO y3HaTb MHEHUWe noroneaa. [Anga nuu ¢ orpaHUYeHHON pedbto He06X0AMMblI METOAbI aNbTEPHATUBHOW 1
gononHutensHon kommyHukaumm (AIK). OHn moryT BapbmpoBath OT NpocTbix kapToyek NEKC (PECS) unu a3bika
XKECTOB 10 BbICOKOTEXHOMOMMYHbIX YCTPONCTB reHepauumn peym, No3BonstoLLnX YenoBeKy YCrneLHO 03ByYMBaTh CBOU
MbICIW, YyBCTBA U XXeNaHus.

Y Unique ecTb oTAenbHasA 6poliopa, NOCBALEHHAA OOLEHUIO

QG «MbI Bcerga 3Hanu, 4To oHa MHOroe NOHMMaeT, HO pa3roBapuBaTh C Hell ObINO CNOXHO, NOKa OHa
YyAecHbIM 06pa3oM He CMorna pacckasaTb HaM, O YeM AYMaeT, O YeM MeuUTaeT U YTO YyBCTBYeET.
Moka ee peub He cchopMUpoBanacb OKOH4YaTeNbHO, 06LWATLCA C HEe HAM OYeHb Nomoran A3blkK
XecToB».



https://rarechromo.org/media/familyguides/English/Education%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education,%20training%20and%20work%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education,%20training%20and%20work%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Communication%20FTNW.pdf

KopmneHue

Bonee yem y nonosuHbl MnageHues ¢ PHIP, ceazaHHbiMn ¢ CHAMP1, ecTb TpygHOCTU € KOpMIieHUneM. OHu
BO3HMKAIOT €LLe Npu pOXAEHNU U CBA3aHbI C TMNOTOHNEN, U3-3a Yero pebeHKy TsKeno ynoTpebnaTe nuLly 1 rmoTtatb
ee. [acTpoasodareancHblt pedrntoke (FTOPB) — npouecc, korga coaepXxmmMoe xenyaka nogHMMmaeTcs obpaTHo no
nuEeBOMY KaHany — HabntogaeTcs y MeHee Yem nonosuHbl geten ¢ PHIP (Houvener 2025, Simons Searchlight
HAMP1 Gene Guide). HekoTopbiM geTAM MOXET NoHagobuTbest cneumanm3mpoBaHHas NoMoLLb B KOPMIIEHWM:
BbICOKOKarnopunHbIE CMECU UMW, B TSHKENbIX Cny4vasx, UCNonb3oBaHve 3oHAa Ans obecnedyeHns nutaHus
(HasoracTpanbHOro MM racCTpoOCTOMMUYECKOrO). Takke YacTon Xeny4o4YHO-KNLWEYHOM NPoBneMon ABMSOTCS 3anopsb.

Y Unique ecTb oTaenbHas 6polutopa, NocBsileHHasA KOPMIIEeHUIO

PocTt n TenocnoxeHue

MapameTpbl 6onbLUMHCTBA HOBOPOXAEHHbIX ¢ PHIP, cBa3aHHbIMY C
CHAMP1, He BbIXOAAT 3a paMKy HOPMbI, HO CO BPEMEHEM OTKITOHEHME
BNUHAET Ha pocT. YacTon 0COBEHHOCTBIO OTKITOHEHUST ABNAETCA
HU3KOPOCNOCThb (pocT HMxe 3-ro npoueHTunsa) (Tanaka 2016, Houvener
2025). Takke OHO BNUSIET N HA pa3mMep ronosbl. [IpMMEpPHO Yy NONOBUHbI
HocuTenen pasmep ronoBbl MeHbLUE HOpMbI (MUKpouedanus) (TaHaka
2016). Nopasgo pexe BcTpeyaoTca noan ¢ HeobblvanHo 6onbLuomn
ronosow (mMakpouedanuen) (Raad 2023).

MoBepeHue

MoBeaen4eckuin npocuns PHIP, ceasaHHbix ¢ CHAMP1, CnoXHbIn 1 MHOrOCTOPOHHMI. OgHa U3 camblX YacTo
BCTpeYaKLLMXCA 0COBEHHOCTEN — 3TO BECenoe, ApyXentbHoe HacTpoeHne. Poanteny 4yacto onucbiBalOT CBOUX
AeTel Kak 04eHb 0OLUTENbHbIX U XXM3HEPaAOCTHbIX.

OpHako aTa obLWMTENBHOCTE MOXET COCYLLIECTBOBATL C CEPbE3HLIMU HENPOMNOBEAEHYECKUMU TPYOHOCTAMM.
Pogutensam, yumtensm 1 TepaneBTam HEO6X0AMMO MOHUMATb, YTO 3TO HE B3aMMOWCKITIOHaIoLLME, a MPOCTO pa3Hble
CTOPOHbI OHOTMO M TOrO € HEBPOSIOrMYECKOro OTKIMOHEHMS. CIOXHOE NoBeAeHNE He ABNSIETCA OTpaXXeHeM
Xxapaktepa pebeHka, HO Npy 3TOM YacTO CBA3aHO C TPYAHOCTAMU C KOHLEHTpaLen BHUMaHNUs, TPEBOXHOCTbLIO UK
06paboTKo ceHCopHOM UHopmaumn. B nccnegoBaHusix permcTpupytoTcsa BbICOKME NoKa3aTenu criefyroLwmx
pacCcTpoOnNCTB:

e CuHpgpowm gedumumTa BHUMaHUA 1 runepaktuBHoctu (COBI): okono 60% nauneHTOB COOTBETCTBYHOT
kputepuam COBI™ (Levy 2022, Houvener 2025), nposBnsas cepbesHble NpobnemMbl C HEBHUMATENbHOCTbIO,
rMNepakTUBHOCTBIO U UMMYTbCUBHOCTbIO.

e PaccTtpoicTBO ayTUCTUYECKOro CrneKTpa: OKono TpeTn naumeHToB (33%) COOTBETCTBYIOT AMarHOCTUYECKUM
kputepuam PAC (Levy 2022, Houvener 2025). MHorve gpyrve nauneHTbl NPOSBASIOT ayTUCTUYECKNE YepThl,
Takue Kak NoBTOpsioLLEeecs CTEPEOTUNHOE NoBeAeHne (Hanp., ABWKEHUS pyKamMun) U CEHCopHas
YYBCTBUTENMbHOCTb.

e TpeBora: TPeBOXHOCTb HabnogaeTcs odeHb Yacto — y 6onee 70% naumeHTos (Levy 2022, Houvener 2025).

e [pyrasi o6paboTka ceHCOpHOU MHMOpMaLMKM: Yy MHOMMX NauMeHTOB HabnaaeTca HeoObluHas peakumsi Ha
CEeHCOpHYto MHdopMaumo. OHM MOTYT HaXOAUTLCHA B MOWCKE CUITbHOTO CEHCOPHOMO BO3AEVWCTBUSA UMK
obnagaTbk rvnep- UM rMNOPeakTMBHOCTbLIO Ha 3BYKWU, NPUKOCHOBEHWS 1 Apyrue pasgpaxutenn. Takke um
CBOWCTBEHHA NOHMXEHHas YyBCTBUTENBHOCTL K 6onun (Levy 2022, Houvener 2025).

MoHUMaHVe 3TOro CroXHOro NoBeAeH4Yeckoro Npocuns Heo6xoaAMMo ANs okasaHust 3EKTUBHON NOAAEPXKKM.
Crpateruu ynpaBneHus 4OMmKHbI OblTb HaNpaBeHbl Ha YCTPaHEHNE NEPBOMNPUYNH CMIOXHOIO NOBEAEHUST —
Hanpumep, oka3aHne CeHCOPHOWN NoAAEPXKKM, MPUMEHEHWE cTpaTerMin Anst 6opbObl C TPEBOXHOCTLIO M CO3AaHNe
CTPYKTYPMPOBAHHOIO OKPY>XEHUs AN MOMOLLM C HEBHUMATENbHOCTbIO — a Takke Ha BocnuTaHne pebeHka
OPYXENOOHbIM U 06LLMTENbHBIM.

Y Unique ectb oTAenbHbIE OpoLOpPbI, NOCBALEHHbIe CITOXXHOMY NOBEAEHUIO



https://rarechromo.org/media/familyguides/English/Feeding%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Challenging%20Behaviour%20FTNW.pdf

QQ «Hawen naTuneTHen AouKke BCE eLle TPyaAHO AaeTcsa obLieHue ¢

poBecHukamu. Y Hee Obinl nepuoa, Korga oHa 6una u wunana gpyrux
neten. ATOT Nepuog npowen 6narogapsa pasBUTUIO peyn N NOMOLLU
OPYrux noaen, HO coumanbHbie B3aMMOAENCTBUA ANsl Hee BCE elue
TpyAHbl. EM 04eHb MHTepecCHbI Apyrue noaun, Ho en TAXeno odlwaTbes
C HAMM n3-3a ayTu3mMa. Ele y Hee CNoOXXHOCTU C CEHCOPHbIM
BoCnpusiTueM, ocobeHHo wyma. OgHako, korga Mbl NnogroTaBnMBaemM
ee K WyMmy ¥ aaemM ey wuymonogasnsilowme HaylwHUKN, B 60NbLUNHCTBE
crnyyaeB OHa cnocobHa noTepneTb erox».

«Hawa nAaTuneTHAs 4oYb HEBEPOSATHO 3a60TNMBas, Becenas u
LeneycTpeMrieHHas, C NpekpacHbIM YyBCTBOM OMopa. B To ke Bpems
OHa NOCTOSIHHO B YeM-TO HyXXAaeTCA, CTAHOBUTCS arpeccUBHOM, Korga
UCNbITbIBAeT CTPecc, U 6oNnbluylo YacTb BpeMeHU cyeTutcs. OHa
OYeHb XOpOoLO crieayeT NriaHam v Bcerga HanoMUHaeT HaM O HalMuX
AoroBopeHHOCTAX. MHOorga 3To MoXeT BbiIMaTbiBaTb, HO HA CAaMOM
Aerne oyeHb NOMoOraeT B MNOBCEAHEBHOM XU3HW».

NMonoBoe co3peBaHne

WudopmMaumm o nonosom co3peBanum y geten ¢ PHIP, cBasaHHeiMu ¢ CHAMP1, He Tak MHoro. Pogutenu geten ¢
PHIP, cBaszaHHbiMn ¢ CHAMP1, coobwatoT, 4To Y GONbLUMHCTBA Manb4yMKOB 1 AEBOYEK NOJIOBOE CO3pEBaHUE
HauyMHaeTCcHa No34HO (4aHHbIe NOMNyYeHbl NPY NMYHOM 06LLeHMN ¢ HayyYHbIM dpoHaom CHAMP1 Research Foundation).

HekoTopble poanTenu aeten ¢ XxpOMOCOMHbLIMU U NOBEAEHYECKUMU OTKMOHEHWSIMU UIU
TPYAHOCTSMM B 06Yy4eHMN YacTo 06eCrnokoeHbl CMOCOBHOCTLIO AeBOYEK yxaxuBaTb 3a coboi Bo
BpeMsi MeHCTpyauumn. HekoTopbiM 13 HUX MOXET NOTPeGoBaThCS KOHCYbTalUus negmaTtpa no
nosoAy cnocoboB perynsumum MEHCTPYanbHOro LMKNa.

Y Unique ecTb oTAenbHasA 6GpoLulopa O NoyIoBOM CO3peBaHUMU

CoH

Cembu yacTo GecnokosTcs o npo6nemax Co cHoM. PebeHoKk MOXeET 3acbinathb C TPyAOM Ui 4acTo NpocChIiNaTbCA
HO4YbH), Y HEro MoryT HabnogaTbcs Takme HapylweHnd B pUTMe ObIXaHUA, KaK arnHo3 BO CHe (BpeMeHHaﬂ OCTaHOBKa
AbiXaTenbHbIX .EI.BI/I)KGHVIVI). Ecnn ns-3a Xpana nnun BuanmMbiX OCTaHOBOK B AblIXaHNW eCTb NoA0o3peHne Ha anHos BO
CHe, pekomeHayeTca I'IpOIZTVI MeauUMHCKOEe uccnegoBaHme cHa u obcrnenoBaHme Yy cneuyunanucra.

Y Unique ectb oTAenbLHasa 6powwtopa 06 0CO6EeHHOCTAX CHa

B3pocnas XXu3Hb

Tak kak PHIP, cBazaHHble ¢ CHAMP1, oOHapyXunn oTHOCUTENBHO HEAABHO, MHCpopMaLuun
0 >KM3HU B3POCTIbIX MALMEHTOB €Lle He TaKk MHOro. B 3aBMCUMMOCTU OT TSXXeCTU
WHTennekTyanbHon HegoctatovHocTn (MIH) 1 Tekywmux npobnem co 300pOBbeM KU3HEHHbIE
cuUTyaumm B3pOCHbIX MOTYT CUINBHO pa3nuyatbes. Tak kak IH HabnogaeTes y Bcex
naumneHTOB, Kak NpaBmmno, 60MbLIMHCTBY B3POCIbIX OyAeT Hy)XHa MOCTOSIHHAs NoAAEpKKa B
noBceOHEBHOW XM3HW. B onncaHum cnyyas 21-neTHero naumeHTa ynomMmmHatoTcs
npogomkatowasca NH 1 cnoxHocTn B 061acT HEPBHO-NCUXUYECKOrO pas3BuTKs, HO BMECTe
C 3TMM OTMeYaeTcs Xopoluee obLiee 340poBbe. YPOBEHb CAMOCTOATENBHOCTU B3POCIIbIX
pasnuyaeTcs. bonbLUMHCTBO NPOAOMKAKT XUTb C POAUTENAMUN UNK NoryYaTb NOOAEPXKKY B
rpynnax u oMax-mHTepHaTax ¢ MeAULMHCKUM OOCINy>XNBAHNEM.

Y Unique ecTb oTaenbHas 6polutopa o nepexone Bo B3POCHYH XU3Hb



https://rarechromo.org/media/familyguides/English/Puberty%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Sleep%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Transition%20guide%20FTNW.pdf
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NMpob6nembl co 3a0poBLEM

Y peten ¢ PHIP, cesasaHHbiMn ¢ CHAMP1, MmoryT BCTpeyaTtbCs criegyoLune
npobnembl co 30opoBbeM. OHM eCTb HE Y KaXXA0ro nauneHTa, nosTomy um 6yayT
noaBepPXXeHbl He BCe AETMW.

ﬁ'
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Moasar

Y pneten ¢ PHIP, cesasaHHbiMn ¢ CHAMP1, yacTo BCTpeYaeTcsl ManeHbKuin
pa3mep ronosbl (Mukpouedanusa). C nomowbio MPT (MarHMTHO-pe30HaHCHOM
ToMorpadun) 6onblue Yem y TpeTn (37%) NpoTECTUPOBAHHbLIX AETEN BbISBUNN
aHoManuu B CTPyKType ronoBHoro moara (Simons Searchlight CHAMP1 Gene
Guide 2024). B kaxxgoM OTAENBHOM CIlydae M3MEHEHUS B MO3re YHUKarbHbI, HO
yalLie Bcero BKroyatoT B cebsi HenonHoe passutme (runonnasmio) 6enoro
BELLECTBa, COEAMHSIOLLEro NpPaByo U NEBYHO NMOMOBUHLI MO3ra (MO30fIMCTOrO
Tena), YyMEHbLLUEHHbIV pa3Mmep Mo3xeuyka (obracti B 3agHen Yactu Mo3ra,
oTBevaloLLen 3a KoopavHauu) n apyrme nsmeHeHnst B 6enom seLlectse Mo3ra,
Takue Kak 3aMefrieHHasi MMenuHM3auumsi.

CynopOXHbIU CUHAPOM

TekyLmne nccnegoBaHms NokasbiBakoT, YTo cpeaun geten ¢ PHIP, ceasanHbiMmn ¢ CHAMP1, npumepHo y 1 pebeHka n3
5 (21%) BcTpeyvaeTcs onpeneneHHas opma cyaopor (BHE3anHoOe N3MEHEHNE B 3NEKTPUYECKON aKTUBHOCTU MO3ra)
(Houvener 2025, Simons Searchlight CHAMP1 Gene Guide 2024). B 3aBUCMMOCTY OT NOpa)KeHHbIX obnacten mosra
CUMMTOMbI MOTYT pasnmyaTtbCs, HO OObIYHO BKIOYAOT B ce6S1 BPEMEHHYIO A€30pPUEHTALNIO, HEKOHTPONMPYEMbIE
NoAepruBaHns 1 NOTEP CO3HAHMS UK ACHOCTU MbllwneHus. Cyaoporn MoryT BO3HUKHYTb B Nlo0OOM BO3pacTe, a camm
NPUCTYNbl MOTYT ObITb KaK €4MHUYHBIMMW, TaK U perynsapHbiMu. Takke Y HEKOTOPbIX NaUMEHTOB MOryT HabnogaTbcs
anunenTuyeckne NpuUnagku cpasy HeCKOMbKMX TUMNOB. AnekTposHuedanorpadgpus (330N n
BMAEO03NEKTpoaHLedanorpadma (Buaeo-33I7) — 370 MegUUUHCKME NCCNEeAOBaHUA, KOTOPbIE MCMOMb3YTCS ANs
N3MEPEHNs U 3arncu 3NEKTPUYECKON aKTUBHOCTM Mo3ra. B coueTaHum ¢ gpyrumm mMetogamMm OHU NOMOratoT
onpenenqTb TUN Cy4OPOXHbIX MPUCTYMNOB.

Cygoporu MoryT BbI3biBaTb y ceMer 60mbLioe 6eCnoKONCTBO U BbIrMSAAETh NyrawoLLle, HO B 60NbLUMHCTBE CITyYaeB OHU
yCNeLHO NoaaalTcsa MeguLMHCKOMY neyveHunto. Ecrnv cyqopoxHbIA NPUCTYN NPOUCXOAUT Y pebeHka BnepBble, BaXHO
ybpaTtb BCe TpaBMOONacHble NpeaMeThbl, HaxogaLmecs NodnNn3ocTu, n 0bpaTUTLCS K Bpayy.

Y peten ¢ PHIP, cBasaHHbiMun ¢ CHAMP1, Habntogatotcs criegytowme TUnbl Cyaopor:

<D96p|/|anb|e cyaooporu: MoryT BO3HUKaTb, TOJTIbKO

ecnny pe6eHKa BbICOKad TeMnepartypa. ATUNMYHbIE abcaHChbl: peﬁeHOK nnn B3pOC.|'IbII7I

MOXET BbIMMAAeTb pacTtepAaHHbIM U HE pearnpoBaTb
AbcaHcbl: X8pakTepu3ytoTCA SMEHEHNEM Ha npoucxoaduiee B TedeHne HEeCKOJIbKUX MUHYT
MOBEAEHNS, TIPK KOTOPOM pe6eH0K Kak 6y'D'TO (I'IpOFlBJ'IeHI/Ie O4eHb OTIIM4aeTcd OT TUMN4YHOIo
«BbIKNtOYaeTcs». MiHoraa conpoBoXaarTcA a6ccha).

HenoABWXHbLIM B3rnNagoM, nogepruBaHnem BeK uUnm
4YMOKaHneM ry6. AGcaHcbl KpaTKOBPEMEHHbI U
006bl4HO AnaTcs MeHblue 30 cekyHA.

eHepanmnsoBaHHble TOHUKO-KINOHNYeCK/e
CYLOpOrv: B MOMEHT HACTyMNMeHus npuctyna
aHoOMarbHas 3rieKTpuYeckasi akTMBHOCTb
oxBaTbiBaeT 0ba nosyLapus rorioBHOro Mosra. Bo
BpeMs NpucTyna gasa CoKpaLLeHVs MblLLL
CMeHsIeTCsl pe3kuMu CydoporaMmu.
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na3a v 3peHne

Y peteii ¢ PHIMP, cesszaHHbiMn ¢ CHAMP1, yacto HabntogatoTcs npobnemsi co
3peHnem. Npn nocTaHOBKe AMarHo3a pekoMeHayeTCsl NPONTU NOonHoe
obcnenoBaHue y oTanbmorora. Yactble npobnemMbl Co 3peHnem:

AHomanuu pedpakuum: 4anbHO30pPKOCTb (rMnepMeTponus) 1 6rIM3opyKkocTb
(Mronus), KOTOpble MOXXHO CKOPPEKTMPOBATL C NMOMOLLBH HOLLIEHMS! OYKOB.

CTtpabusm: kocornasue, Npy KOTOPOM OAUH rna3 unn oba OTKITOHATCHA BHYTPb,
Hapy>xy, BBEPX UMK BHU3. Ero MOXXHO MCNpaBUTb C MOMOLLIbIO OKKITO3UN,
HOLLEHMSA OYKOB UMW Oonepaumu.

Huctarm: HEKOHTpOosmpyemMblie NOBTOPAKOLLMNECA ABMXKEHUNA TNas.

AMGIMONUS: CUHAPOM «JIEHUBOTO rNa3ax, NPUYNHON KOTOPOTO MOXET BbIThb
HerneyeHbl cTpabuam.

)Keﬂy,ElO‘-IHO-KVI LUeYHbIN TPaKT

Y pnetenn ¢ CHAMP1-PHIP yacTo 6biBatoT 3anopbl, YTO MOXET ObITb CBA3aHO C HU3KMM MbILLEYHBLIM TOHYCOM,
HeJOoCTaTO4YHOW (PU3NYECKON aKTUBHOCTBI, CKYAHbLIM NMUTAHNEM, MarbiM NOTPeBNeHnem XnakocTn 1 Apyrumm
dakTopamu, KOTopble eLle He A0 KOHLa u3y4veHbl. BaxxHO 06CyanTb BO3MOXHbIE NPUYUHBI 3aMOPOB C NAaTPOHAXHOM
mMefcecTpon unu spaqyom. OHM MOTyT NOPEKOMEHAOBATbL N3MEHUTL NUTaHNE pebeHka unn NPeanoXnTb Pa3mMArdYnTEnm
cTyna unu cnabutenbHble cpefctea. [acTpoasodaranbHein pedntoke pednioke (FTOPB) — 3abonesanue, npu
KOTOPOM COAEPXUMOE Xernyaka nonagaet obpaTHO B NULLEBOA, TaKKe BCTPEYAETCS YacTo U HYXXAAETCA B Ne4YeHUH,
KOTOpoe npegnonaraeT KOPPEKLUMIO PaCcrofioXKEHUs1 Tena BO BpeMSA NPUEMOB NULLM, MPUEM NEKAPCTB I
B1oakTMBHbIX 40BaBOK MNK, B 0COBO TAXKENbIX CyYasx, yCTaHOBKY NULLEBOW TPyBkM (Ha3oracTpanbHOro 3oH4a unm
racTpoCTOMUYECKOM TPYOKKN) AN HOpManusaumm NUTaHus.

B HekoTOpbIX cryyasx BO3MOXeH cuHapom Luknudeckon peoTtel (CLIP). CLIP — aTo ocoboe 3aboneBaHne, koTopoe
XapakTepusyeTcsa CUIbHbIMU, MOBTOPSOLLMMUCA NPUCTYNaMM TOLHOTLI M PBOTbI MPOLOIMKUTENBHOCTBIO OT
HECKOSbKUX YacoB A0 HECKOMbKNX OHEWN, CMEHSAIOLLMMNCA Nepruogamu yny4dweHus camodyscTaus. Mpu nevyeHun CLIP
yacTo TpebyeTcsa obpalleHme K raCTpO3HTEPONOry N BO3MOXHbIN MPUEM NEKapCTB, YTODLI COKPaTUTL BPEMSI
NPUCTYMNOB MW BOBCE NPEeAOTBPaTUTL UX.

CycTaBbl

Mpu PHIMP, cBazaHHbix ¢ CHAMP1, xapakTepHbl aHomanum cyctaBoB. K Hum
OTHOCSATCS Ype3BblHanHO ocrabneHHble (rMnepmobunbHEIE) CycTaBbl (JIOKTER,
3anscTun, KoneHen n 6egep), U 3TO 03HaAYaeT, YTO KOHEYHOCTM Y MNafeHLUeB U1
MarneHbKux AeTen MoryT NpuHMMaTh aTunuyHoe noroxeHwue. U, xots
rMnepMobunbHOCTE MOXET U He Bbi3BaTb NPOOeM, OHa YacTo accouumpyeTcs ¢
BonesHeHHbIMM OLLYLLIEHNS MW B CyCTaBax U MbilLaXx, TYrornoaBUXHOCTbLIO CyCTaBoB,
[0CTaToOYHO NErkum CMeLLeHMEM CYCTaBOB (BbIBUXOM) U C TAKUMU MOBPEXAEHUSMMU,
Kak, HanpumMep, pactsbkeHune. [leTam ¢ rmnepMobunnbHOCTLI0 MOryT notTpebosaTbes
dmsmyeckas Tepanus, Mmaccax unv npUMeHeHne opTonegnyecknx N3genun (opTesos,
LWIMH) A0 obpeTeHns cnocobHOCTU XOANTb CaMOCTOSATENBHO.

Cnyx

WHorpa y peteini ¢ PHIP, cBaszaHHbiMu ¢ CHAMP1, BO3MOXHbI HApyLLIEHMS Criyxa,
ofHako 60MbLIMHCTBO HE CTankuBaeTcs C Takon NpobnemMon, u NpoBepka cryxa cpasy
nocne poXxaeHus JaeT NONoXUTENbHbIM pe3ynbTaT. [loTeps cnyxa MoXeT ObiTb
KOHAYKTMBHOW, NPU KOTOPOW 3BYK HE AOCTUraeT BHYTPEHHEro yxa; HeMpOCEHCOPHOMN,
CBSA3aHHOW C HapyLLeHUAMU BO BHYTPEHHEM yX€, MHOr4a UMETb MPUYMHY B YNIUTKE yxa
Unun cnyxoBOM HepBe (HepBe, KOTOPbIN OTNpaBnsaeT 3BYKOBbIE CUrHATbI MO3ry O 3BYKE);
unun coyetatb B cebe CUMNTOMbI KOHAYKTUBHOIO Y HEMPOCEHCOPHOIO BMOOB NOTEPU
cnyxa.

Bo MHOMVX cuTyauusix Anst ynyyleHns criyxa MoryT NPUMEHSITECS CIyXOBble annapathbl. Tak kak AeTy NOoABEPKEHbI
PVICKY 3a€PXKKN PEYEBOIO PasBUTUSI, POAUTENM AOMMKHbI Kak MOXHO paHblUe 3aHATbCS pa3BUTUEM peyn pebeHka

AoMa u1nm ¢ noroneaom.
Y Unique ectb oTaenbHas 6powiopa, NOCBALEHHAA CryXy


https://rarechromo.org/media/familyguides/English/Hearing%20Loss%20FTNW.pdf

ObixaHue

Y MnageHueB 1 ManeHbKMX AeTel ¢ peakuMn XPOMOCOMHBIMU U FTEHHbIMM BapuaHTaMun Hepeako GbiBaloT TPYOHOCTM C
AbIXaHWeM, 4acToTa KOTOPbIX MOXET COKPaTUTLCA C B3POCIEHMEM U HACTYMNNEHMEM 3PENoCTU, OHAKO KOTOpble MoryT
COXPaHATLCA Ha NPOTSHXXEHUM BCEro nepvoaa AeTcTea. Takke AeTy MOryT GbiTb NPeapacnonoXeHb! K annepruyeckum
peakuusiM 1 acTMe, KOTOpble MHOTAA NPOBOLMPYIOTCS pecnmpaTopHbiMU MHekumamu. Cpean apyrux npobnem c
AbIXaHWeM Takke MOXeT HabnoaaTbCs anHod BO CHe (HapyLUeHne AblXaHUsl BO BPeMsI CHa).

3yObl

Y pneten ¢ reHeTUYECKUMU OTKITOHEHUSAMW OYEHb YacTo HabnogaTcs
TpyaHocTu ¢ 3ybamu. Cpegun 6onesHen 3yb6oB, KOTOpble ONUCHLIBAOT
poautenu getewn ¢ PHIP, ceazanHbiM ¢ CHAMP1, BblgensitoT
aHoManuu passutusa 3yb6oB, HENPOW3BOSbHbIN CKpEXeT 3yHoB
(6pykcmam), cnocobHbIN MPUBECTM K PAHHEMY CTUPAHMIO 3Manw,
nosgHee npopesbiBaHne 3y60B 1M NO34HeEE BbiNageHWe MOSTOYHbIX 3y60B.
[ns npenoTBpaLleHnst OCNOXHEHWUI, BbI3BAHHbIX KAPMECOM U 3pO3nEN
(n3-3a 3ybHOro ckpexeTa), TpebyeTcs kayecTBeHHas rurneHa 3y6os.
HeTtam n B3pocnbiM OyaeT nonesHo obpaTUTbCA B CTOMATONOMYECKYHO
KMWHUKY, @ Takke NpoBecTu nedyeHune 3y6oB ¢ npuMeHeHem obLiero
Hapko3a.

Y Unique ecTb oTAenbHble 6poLopbl, NOCBALLEHHbIe yXoay 3a

3y6amu pe6eHKa U1 OCHOBHbLIM TPYAHOCTAM € 3y6amu

MpbiXK

WHorga mnageHupbl ¢ PHIP, cBazaHHbiMM ¢ CHAMP1, poxaatoTcsi C rpbiken — BbINAYMBaHNEM BHYTPEHHErO OpraHa
WK XNMPOBOW TKaHM Yepes cnaboe MecTo B MbILLEYHOWN CTEHKE UMK TKaHW. OTO MOTYT ObITb rPbKK, 3aTparveatoLLme:
nynok nnu obnacTte paaoM ¢ HAM (MynoYvHas rpbixa), OpoLWHY NONOCTb B LENoM (OptoLLHas rpbika), MbILLIEYHYH
TKaHb, KOTOpasi OTAeNseT rpyaHyIo KNeTKy OT OploLWHON NoNocTu (guadparmanbHas rpbbka), 4acTb xenyaka unv
HVXXHUI OTAEen NuweBoa (xvaTtanbHas rpobka). B HekoTopbix criyyasx rpbbku ncyesanm camm 6e3 HeobxoammocTu
obpalLeHns K neyveHunto, Ho B 6oMbLUMHCTBE CriyqaeB TpeboBanochk XMpypruyeckoe BMeLIaTenbCTBo.

.D,pyme daHOMaJimn 300poBbA

[Mo3BOHOYHMK: MOXET NOSIBUTLCS GOKOBOE MCKPUBIIEHWE NMO3BOHOYHMKA (CKOMMO3) UK OKPYrIeHne BepxHen YacTtu
cnuHbl (kngo3s) (Raad 2023, Houvener 2025).

Moykun n Mo4YeBbiBOAsALLME NYTU: peXe Yy HEKOTOPbIX NauMeHTOB OTMeYarniucb aHoMarnnm novek nnm
MoueBbiBoaaLmx nyten (Houvener 2025, CHAMP1 Research Foundation personal communication).

Ceppue: BpoXaeHHble (MPUCYTCTBYHOLLME C POXKAEHUS) MOPOKU
cepgua otMedanucb peako (Tanaka 2016, Houvener 2025).
CTouT NponTn NnepBoHayansHoe o6cnegoBaHue y kapguornora.

Pak: cnyyam nerikemunu y nauneHToB ¢ reHom CHAMP1
oTMmevanuck kpariHe pegko (Garrity 2021). B HacTosiLee Bpemsi
HEesCHO, CyLLUeCTBYeT N1 Mexay 3TUM COCTOSIHUEM U FEHOM
peanbHas cBa3b. Ha AaHHbLI MOMEHT perynsapHoe obcnegosaHmne
Yy OHKOJIOrOB eLle He ABNSeTCa CTPOron pekoMmeHgauunen, ogHako
3Ta obnacTb NpoAomKaeT U3yyaTbes.



https://rarechromo.org/media/familyguides/English/Looking%20after%20your%20childs%20teeth%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Looking%20after%20your%20childs%20teeth%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Teeth%20Common%20Concerns%20FTNW.pdf

Kak yacTto BcTpeyvarorcsa PHIP, cBsizaHHbIe C
CHAMP1?

PHIP, ceazanHble ¢ CHAMP1 BcTpedatoTcs kpanHe peako. Mo gaHHbiM Ha 2025 rog,
COrnacHo permcTpamM naumeHToB U MeanUMHCKOW nuTepaTtype, B MUpe U3BECTHO O
MeHee 4yeM 250 naymeHtax ¢ CHAMP1- accounnpoBaHHbim PHIP. OgHako,
MOCKOMbKY OTKINOHeHue BObino Bnepsble onucaHo Tonbko B 2015 roay (Deciphering
Developmental Disorders Study 2015, Hempel 2015) 1 eLue He BKOYEHO B
CTaHOapTHbIE NaHeNn reHeTUYECKOro TECTUPOBAHNS, OHO ANarHOCTUPYETCH PeaKo.
MNpennonaraeTcsd, YTO KONMYECTBO ANArHOCTMPOBAHHBIX criyyaes byaeT
yBENMYMBaTbLCA C POCTOM OCBEAOMIEHHOCTN 006 3TOM CMHOPOME W AOCTYMHOCTM
reHeTNYeCKMX TECTUPOBAHUN.

NMoyemy 3To npousowno?

Mpun 3a4atum reHeTnyecknii matepuman pogutenen (AHK) konupyeTtcs B SrMUeKkneTKy 1 cnepmatoson, npu CrimsaHum
KOTOpbIX chopMupyeTcs aMOpmMOH. MexaHn3m KONMpoBaHUS reHETUYECKOro MaTepuana HeCoBEPLLEHEH, MO3TOMY B
reHeTM4eckoM annaparte AeTen MOryT BO3HUKaTb cryyanHble MyTaumm, koTopbix HeT B IHK pogutenen. 3T1o
€CTECTBEHHbI NPOLECC, HE CBA3AHHbINA C NUTaHWEM pPOAUTENEN, OKpYKatoLLenh cpegon nnm nx obpasom >XusHu.
BonblWWHCTBO Takmx uameHeHun B cTpyktype OHK He npuBogsaT K AsBHbIM nocreactensam. OgHako B peakux criyyasix
Nnogo6HbIE UBMEHEHUSI MOTYT NPMBECTM K Mpobnemam co 340pOBLEM UMK BNUATL Ha pa3BuTue pebeHka. Ecniun
nogo6Hble MyTauun HapywaT yHkuno reHa CHAMP1, To pebeHok poautca ¢ CHAMP1-accounmpoBaHHbim PHIP.
Moytun BO Becex cnyyasx CHAMP1-accoummposaHHoro PHIP, BbisBNEeHHbIX Ha AaHHbIM MOMeHT (2025 roga),
reHeTM4YecKoe N3MEHEHME NPOM3OLLIO CIyYanHO, UNn «de Nnovoy. JTO 03HAYaEeT, YTO B ceMbe Habntogaemoro
naumeHTa u3amMeHeHne 3ameveHo Bnepsble. B kpanHe pegknx cny4vasx y ogHOro u3 pogutenemn MoxeTt Habnogatbcs
XpPOMOCOMHas NepecTpoiika, kKoTopas npmeena kK pa3sutuio y peberka PHIP, ceasanHoro ¢ CHAMP1, unn pebeHky
nepegaeTcs TO Xe reHeTU4eckoe U3MeHeHne (Mnu MyTaums), KOTOpoe NPUCYTCTBYET TOSNbKO B HEKOTOPbIX
ANLEKNEeTKAaX UK KneTKax Cnepmbl OOHOMO M3 poauTenen (OaHHOe ABNeHMe Ha3bIBaeTCsl MO3aNLM3MOM KIETOK
3apobileBor nuHnm). OgHaKo BaXXHO MOHMMATb, YTO Mbl HE MOXEM HUKOrO ynpekaTb B Bapuaumax OHK 1 Hu ogmH
13 pooutenen He BUHOBAT B n3aMeHeHun cTpykTypbl OHK nx pebeHka.

GQ «MpuHATUE gnarHosa — 3TO JONITMK, MOPOU NULLIAIOLLNIA HageXAbl, MOPON YTOMUTENbHbLIA NYTh, HO
OH TaKXxe No3BOoJIAeT HaM OTKPbITb B ce6e HeoXuaaHHble cUibl U 6e3rpaHnyHyto cMmenocTb. Hawa
[OYb Hayuusia Hac XuTb AeHb 3a AHeM. [paBunbLHO paccTaBnATb NpuopuTeTbl. OHa Hayuuna Hac
papoBaTbCA ManeHbLKUM nobeaam u 6onbLIMM gocTmkeHusiM. Mbl ctanu YyBCTBOBaTh riyoxe u
sApye. C pogutenbckon rpynnon CHAMP1 Bbl CIIOBHO CTaHeTe 4YaCTb0 HOBOW CeMbM, HAAEXKHOIo
coobLecTBa, rae Bcerga rotoBbl BbicnylaTh, MTOMO4Yb U NogaepxaTtby.

MoXxeT nu 3TO NOBTOPUTLCA?

BepoAaTHOCTb poxaeHus elle ogHoro pedeHka ¢ peaKkMM reHeTUYECKUM
OTKINOHEHMEM 3aBUCUT OT rEHETMYECKOro cTaTyca poautenen. MNoyvtu
BO BCEX 3aperncrTpmpoBaHHbix cnyyasax PHIP, ceasaHHbix ¢ CHAMP1,
n3BECTHbIX Ha 2025 roa, reHeTu4eckne M3MeHeHUs nNpomsoLnu de
novo (dn). 3To 03Ha4aeT, YTO HM Y OOHOro U3 poauTenen He
00HapyXunu Toro xe nameHenunst B reHe CHAMP1, 4to n y mx
pebeHka, 1 He BbISIBUIM XPOMOCOMHOW NEePEeCTPONKX, KOTopasi Morna
Obl npueecTy k geneunn CHAMP1 B ctpykType OHK pebeHka. Takum
o6pa3om, BEPOATHOCTb POXAEHMS eLle 0aHOro pebeHka C aTum
CMHOPOMOM OObIYHO cocTaBnsieT MeHee 1%.

OpgHoM 13 BO3MOXHbIX NPpUYUH peunamBa MOXeET CTaTb peaKkoe
ABleHne nog Ha3BaHnem Mo3anun3m KreTok 3ap0}J,bILIJeBOIZ JINHNNK, O
KOTOPOM yNnOMUHaIOCb BblLUeE. B atom Cchny4dae poauTerb ABNndeTCA
HOCUTENEM FreHETUYECKOMN MyTauun, O4HaKO OHa COAEPXKUTCA NAULLIb B
HEKOTOPbIX arLeKkneTKax unm KneTkax crnepmbl. CnepoBarenbHo,
BbIABUTb reHeTU4eCckoe naMeHeHmne no aHannay Kposu pOﬂ,VITeJ'IeVI
HEBO3MOXHO.

Y Unique ecTb KpaTKkasa 6poLutopa, NOCBsLeHHass Mo3auL3my



https://rarechromo.org/media/information/Other%20Topics/Mosaicism%20QFN.pdf

Bpau-reHeTuK NOMOXeT paccunTaTbh Kaxao CeEMbe BEPOATHOCTb poXxaeHusa nocneaywowmx neten ¢ CHAMP1-
accouunpoBaHHbiM PHIP.

B pamkax npoekTta Unique pa3spabaTbiBalOTCA OTAENbHbIe OpOoLUOpPbI MO MNIaHUPOBaAHUIO BTOPOW U

nocnenyowmnx 6epeMeHHOCTeN, NpeHaTanbHbIM TeCTaM U ANarHoCTUKe, KOHCYIbTauusM C reHeTUKamu, a
TaKxe No nogaepxke bpaTbeB U cecTep AeTel C peaAKMMMU reHeTUYECKMMU OTKITOHeHUAMM

N3neunmbl nu CHAMP1-
accouuupoBaHHble PHIP?

[MONHOCTBLIO BbINEYNTD AaHHbIN BUA, PAacCTPOUCTB
HEBO3MOXHO, NOCKOSIbKY reHETUYECKMNE U3MEHEHNS
Ha4yMHalT NPoOMCXoauTb eLe BO BpeMs (hOpMUPOBaHUS U
pa3BuTusa nnoga. OgHako CBOEBPEMEHHO MOCTaBIEHHbIN
OunarHo3 no3BoJIsieT OTCNEXMUBaTb AMHAMUKY OTKITIOHEHUI U
BOBpPEMSI OCYLLIECTBIATbL HEOOX0ANMbIE BMeLLATENbCTRA.

KoHTponb

K 2025 rogy He 6bino onybnmkoBaHoO HY OOHOrO PyKOBOACTBA
ans naumeHtos ¢ CHAMP1-accounnpoBaHHbiMyn PHIP.
[anee npeacTaBneH psg pekoMeHgauun no MMHUMN3aumm
OCMNOXHEHWI 1 YNYYLLEHNIO Ka4eCTBa XXM3HU NALNEHTOB C
PHIP, pa3paboTaHHbIX NPakTMKYHOLMMKU cneynanuctaMmm Ha
OCHOBE MX NUYHOro onbiTa BegeHnsa nauneHtos ¢ CHAMP1-
accoumupoBaHHbiMn PHIP.

Bapocnbie n getn ¢ CHAMP1-accoummpoBaHHbiMu PHIP
[OMKHbI HAXOAUTbLCA NoA HabnAeHNeM cneunanmcToB
psaa npodunewn, B TOM YUCNe reHeTMKOB U neguaTtpoB (4ns
FOHbIX MALUMEHTOB), OCYLLIECTBASIOLLNX KaK KOHTPOSb 3a
OVUHAMUKOW pa3BuUTUS U NOBEAEHMEM MALMEHTOB, Tak U
OKa3saHve rpamoTHON TepaneBTuyeckon nomown. Kpome TN
TOro, NaUMEHTbl MOTYT KOHCYNbTUPOBATLCA C APYrUMM e o iﬂv N\ ,.)/
cneuvanMcTaMmm B YaCcTHOM MOpsiAKe. e ARAE

HepBble warm nocrie noCtaHOBKU AnarHo3a

B cny4yae, ecnu TecT Ha OLeHKY 0CODEeHHOCTEN paccTporcTea y nauneHta ¢ CHAMP1-accounnpoBaHHbiM PHIP He
BXOAMWI B OO ANArHOCTUYECKMI KOMMNIIEKC, HEOOX0AMMO NpoBeAeHME JONOMHUTENbHBIX NPOLEAYP, NO3BONSOLLNX
BbISIBUTb UMEILLINECS MPU3HAKM U OLLEHUTb CTEMEHb UX BblIPaXXEHHOCTH.

15
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NMopaepxunBarowmm yxon " presier }.E,:
ETIT
Kak npaBuno, ansa yxoaa 3a nauyneHtamu ¢ CHAMP1-accounmpoBaHHbIMU SECTION
PHIIP Tpebyetca paboTta cneunanucToB HECKOMNbKUX Npodunen, a
NMEHHO:

MepuatpoB — cneynanncTos B BoOrnpocax cbmamquKoro, NCUXNYECKOro n
coumnanbHOro 3gopoBbA aeten ot poxaeHna 0o KHOLWEeCKOro so3pacTa.

HeBponoroe — cneunanucToB no pa60Te royI0BHOrO, CrMHHOIoO MO3ra,
HepBHOVI CUCTEMBbI.

Kappauonoros — cneuvanncTos B obnactn 3aboneBaHui cepaeyHo-
COC}’D,VICTOI?I CUCTEMBbI.

QHAOKPMHOHOFOB — cneynanncToB Nno ropMmoHam U nx BrimaHuUO Ha
OopraHun3m 4erioBeka.

Ypornoroe — cneuMannuctos B 0611acTu AMarHOCTUPOBaHUSA U NleYeHUs
3aboneBaHMin MOYEBbLIOENUTENBHOM CUCTEMBI.

Hedchponoros — cneumanuctoB B obnactu 3aboneBaHnmn noyexk.

Xupyproe — Bpayeit, B KOMMNETEHLMIO KOTOPbLIX BXOAWUT NpoBeAeHe MeauLMHCKUX onepaumit.
OdhbranbmMornoroB — Bpayen, 3aHMMaLLUXCA HapYLLUEHUSMU 3PEHUS.

AyOMornoroB — cneunanncToB, OCYLLECTBISIOWNX ANarHOCTUKY, NeYeHNe 1 okasaHue NoMOoLLM Npu 3aboneBaHusix,
CBSI3aHHbIX C HApPYLUEHUSIMM CIlyXa MM paBHOBECUS.

OprotepaneBToB — MeAMULMHCKMX pabOTHMKOB, NpeanaratoLwmx naumeHTamMm KOMMneKchl ynpaxHeHun, a Takke Bce
HeobxoaMMoe ANs UX BbINONHEHUS 06opyaoBaHUe, ANst CAaMOPErynsiLn COCTOSIHUS.

Pusnyeckmx TepaneBTOB — OKa3blBaWLWKMX NOgOEPXKY NOCpPenCTBOM OBUXKEHUA, MaHyaanon Tepanuu, 06yqu|/|;| n
KOHcyﬂbTaLlMVI ONA yKkpenneHua un ynydweHna nogBuxXHOCTU Tena nNauneHToB.

MeauumHckux noronegoB — CneUmnanmcToB, OCyLLEeCTBNALWNX KOPPEKUNIO N BOCCTAHOBI1EHNE pEeYeBbIX HAaBbIKOB,
KOMMYHUKaTUBHbIX d)yHKLI,VIVI, a TakKKe npoueccoB KOpMIEHUA U rnoTaHua.

nCI/IXVIanOB — noagepxuBarowmnx ncnxm4eckoe 30opoBbe NaunMeHToB.

[ns pa3paboTki BCeoObEMMIOLLEN TAKTUKN NTEYEHUS 1 €€ CUCTEMATUYECKON peanusaumm MoxeT notpeboBaTbest
y4yactue mepcecTtep u/unu ppyrux MeaULMHCKUX COTPYAHUKOB.

INeyeHune u Tepanun

TakTuka nevyeHuns 3aBMCUT OT crneundukM NPU3HaAKoB 1 CUMNTOMOB, BbIPaXXEHHbIX Y KOHKPETHOro naumneHTa, ofHako
neyenne CHAMP1-accounnpoBaHHbix PHITP MoxeT BkntoyaTb criegytoLlee:

Mpy CHUKEHHOM MbILLEYHOM TOHYCE (TMMOTOHUM) U CEPbE3HbIX
3a7epKkax MOTOPUKU MOXET OblTb HAa3HAYeH KOMIIeKe
dmzmnoTepaneBTUYECKUX YIPaXKHEHUI, HANPABMNEHHbIX Ha
yCuIeHvne MbILLL KOpryca, Yry4lleHWe paBHOBECHS U
koopauHauuu, a Takke obLue NoABMKHOCTU, YTO NO3BOSISIET FOHLIM
naumeHTaM JOCTUYb TakMX 3TarnoB MOTOPHOIO pa3BUTUS, Kak
cuieHve, nonsaHve u xoabba.

Mpu 3agepkkax pasBUTUA MENKOM MOTOPUKN U CEHCOPHOM
YYBCTBUTENbHOCTUN MOXET OblTb PEKOMEHOBaHa aproTepanusi, B
YaCTHOCTU — YynpaXHeHud, HanpaBlieHHble Ha YCUIeHne MbillL
KNCTEN PyK 1 ynyylleHne KoopavHauum npu BeIMONHEHUN
noBceAHeBHbIX 3agay (HanpvMMep, BO BpeMs mpuema nvwy nunm
opeBaHug). [ins yny4yweHnsa npoueccoB 06paboTku 1
pearnpoBaHusl Ha NOCTYMaOLLYI0 CEHCOPHYIO MHCPOPMALMI0 MOXET
notpeboBaTbCs Tepanusi CEHCOPHOWM MHTEerpauun.

anI Cepbe3HbIX HAapYyLLEeHNAX pedn N YCBOEHUA A3blka MOXeT
I'IOTpe6OBaTbCH noronegunyecKkas nomMmoLlb B Buae
CUCTEMATUYECKMX 3aHATUIN C NCNOSMb30BaHNEM METOO0B
aﬂbTepHaTI/IBHOVI 1 OONONHUTENBbHON KOMMYHUKauunmn (Hanpwmep,
S13blKa >XeCTOB, CUCTEMbl 0OMeHa KapTo4ykamum C I/I306pa)l(eHI/IFIMM n
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nepenoBbIX YCTPOWCTB KOMMYHMKALLMM), NO3BONSOLLMX 06ecneynTb
PYHKLUMOHaNbHbIMK cpeacTBaMm OOLLEHUS MALNEHTOB, KOTOPLIE HE
BragetoT peybio UM MMEeKT OrpaHNYeHHbIe peYyeBble
CNOCOBHOCTM.

Mpun npuaHakax aytnama, COBI (cuHapom gedumunta BHUIMaHUS U rMnepakTUBHOCTU) U TPEBOXHOCTY NogonaeT
noBefeH4Yeckas Tepanus, B YaCTHOCTU — CTPYKTYpMpOBaHHas Tepanus C NpyKnagHbIM aHanvM3om noBeaeHus
(MATT), HanpaBneHHas Ha KoppeKLMIo Npobriem ¢ NoBedeHMEM, YITyYLLEHNE CoLManbHbIX HABbIKOB U CMOCOO0B
60pbObI CO CTpeccom.

[nsi KOHTPONS M NPefOTBPALLEHUS NPUCTYNOB MOTYT ObITb NpoONMUcaHbl crieluanbHble npenapaTbl, Hanpumep,
npoTtuBoanunentnyeckue cpeactaa (M3C).

an 6opb6e C 3anopoM MOXeT NoOMOYb AueTa U3 NPpoAYyKTOB C BbICOKMM CcOoAepPXXaHMEM KIneTHaTKu, cnabutenbHbIMK
cBoMCcTBaMM U/nnu pasmMAard4arwmnx cTyn.

[ns o6ecneveHns NOMHOLIEHHOTO NMUTaHUA MOXET NoTPeBoBaTLCA XMpPYypruveckoe BEMellaTeslbCTEO, Hanpumep,
yCTaHOBKa racTPOCTOMMUYECKON TPYBKU. [INs ynydlleHns 3peHns MoXeT noTpeboBaTk onepawms no UCrNpaBneHnto
kocornasus (ctpabusma).

Pa3paboTtka HoBbIx meToaoB neyvyeHusa PHIP, ceasaHHbix ¢ CHAMP1

"eHeTnyeckasn myTauums, BeidbiBatowasi PHIP, cessaHHble ¢ CHAMP1, BnuseT Ha hOpMMPOBAHME rONIOBHOMO MO3ra 1
Opyrux YacTten Tena ewe 0o poxaeHus. B cBs3M ¢ 3TMM NOMNHOE n3neyeHne B fanbHenwemM ManoBeposTHO,
MOCKONbKY K MOMEHTY MOCTaHOBKW AMarHo3a Mo3r yxe chopMnpoBaH. Tem He MeHee, CCcneaoBaHus, HanpasneHHbIe
Ha yCcoBepLUEHCTBOBaHNe MeTo40B fevYeHuns pasnnyHblx npossnedmn PHIP, nanpumep, PAC 1 anunencuu,
NpOaOIKaTCS.

F'en CHAMP1 v ero ponb B Xn3HedesaTeNbHOCTU KIeTKM Takke akTUBHO nccnenytotcs. [NaumeHTckme opraHnsauum,
Hanpumep ®oHa nccneposanns CHAMP1, nomoratoT yCKOpUTb 3TW UCCrefoBaHus, nHaHCUpys 1x, co3gatT
MOZENWN Ha OCHOBE XMBOTHbIX U KIETOK C u3ameHeHusimn B reHe CHAMP1, a Takke hopMupyOT peecTpbl AaHHbIX O
nawumeHTax.

OpfHo 13 HanpaBneHuWit uccrnegoBaHuii — nepenpouUIMpoBaHne NeKapcTB:
€ro Lefb — BbISIBIIEHNE YXKe CYLLECTBYIOLMX U 0J0OPEHHbIX NpenapaTos,
KOTOpble MOrnu Gbl MOMOYb CrpaBUTbCs ¢ cumnToMamu PHIMTH, cBA3aHHbIX ¢
CHAMP1.

KrnitoueBbIM HanpaBneHmem OyayLmnx nccnegoBaHumn aBnaeTcs paspaboTka
MeTOAO0B reHoTepanuu. [NMockonbKy pasnuyHble reHeTUYecKkne BapnaHThbl
BbI3bIBAKOT JAHHOE pacCTPONCTBO NOCPEACTBOM Pa3HbIX MEXaHU3MOB
(rannoHegoCTaTOMHOCTb, AOMUHAHTHO-HEraTMBHbIE MyTaumm, MyTauum noTepu
YHKUMM 1, BO3MOXHO, MyTauun npuobpeteHns yHKUUM), nauneHTam moryT
noTpeboBaTbcs pasHble TepaneBTMyeckne noaxodel. B HacToswee Bpems
npoBoanTCs pa3paboTka Taknx MeTodoB feveHus, kak PHK-Tepanus
(Mcnonb3ylowwmx, HanpMMep, aHTUCMbICIIOBbIE ONIMIOHYKIEOTUAbI), KOTOPbIE B
Teopun cnocobHbl NGO ycunmneaTtb MYHKLUMIO 340POBOW KONuK reHa, nmbo
NoAaBnATb aKTUBHOCTb KOMUW reHa € NaToreHHbIM BapMaHToM. OTu MeToabl
HaxoOsaTCs Ha CaMbIX paHHMX 3Tanax UccnegoBaHWs U Ha AaHHbIA MOMEHT B
fle4YeHnn He NPUMEHSIIOTCS.

MoapobHyo MHOPMaLUIO O KNMHUYECKNX UCTIbITaHUAX, 3aTparnsBatoLLmx
KOHKpPETHOE OTKIMOHEHMWE UMW FreH, MOXHO HanWTu Ha canTax ClinicalTrials.gov
n EU Clinical Trials Register.


https://clinicaltrials.gov/
https://clinicaltrials.gov/

CeMbM paccKka3biBaloT...

GQ «[dunarHo3 Hawlen govepu noctaBunu B Aekabpe 2023 roga, nocne
nonyTopa net oXxugaHusi; e Toraa 6bino 3 roga. NMonyuus pesynbTarhl,
Mbl B30OXHYINU ¢ obneryeHMem, Begb HaM yaanoch onpegenntb
nepBoONpuUYnNHY ee cumnToMoB. O4HAKO 3TO TaKXKe 3aCTaBUIIO HacC
CTOJIKHYTbCSl C HEMPUBLIYHOW POJiIbI0 — POJSibLI0 poauTenen pebeHka ¢
O4YeHb peaKUM reHeTu4eCKUM OTKITOHEHUeM».

«BbIy10 HEeNerko NPUHATL HOBOCTb, YTO Y Hallen Jo4Yepu cyneppeakoe
reHeTu4ecKoe OTKINOHEHMe, HO cTarno obreryeHneM NOsy4YUTb HaKOHeL
OTBEThbI HAa BONPOCHI O NpobrieMax co 3[40pPOBLEM, KOTOPble Gecrnokounu Hac,
HO Ka3anucb HeCBA3aHHbIMU. Yero Mbl He OXXuganum — TakK 3TO Takoun
HeBepoOATHOM noaaepXku ot Hawero CHAMP1-coob6wecTtBa. Hac okpyxatoT
3amevartesibHble CeMbU, 3aboTsALmMecs o HyXaax Hawux geten. Mbl Bce
CTPEMMMCS K TOMY, YTOObI KA4€CTBO XXU3HM HalMX AeTen U ceMen ObIo Ha
BbicoTe. CemenHas nogaepxka u ¢oong CHAMP1 ctanu gnsi Hac HaCTOALLUM
nogapkom cyabOobl. S YacTo roBopHo, YTO, HECMOTPSA Ha BCe UCMbITAHUA U
TPYAHOCTU, KOTOPbIE HAaM NPULLNIOCH NPeoaAoneThb, B NilaHe NoAAepPXKKU HaMm
KpynHo noBe3sno. Mbl 6narogapHbl Takum noasm, kak hxedd n Kentue, —
NMPUBHOCSALWMM B Haw POHA Tak MHOro, 6oproLMMCs 3a ynyJlleHne KayecTBa
YXM3HU U MOUCK NOTEeHLMaribHOro fieKapcTBa Afsi HaluX peosAaT».

«[mnarHo3, nocTtaBfeHHbIN HaweMy CbiHYy, MO3BOJIUIT HAM NMOMOYb APYIrMM
CeMbSiIM, CTOJIKHYBLUMMCS C 3TON npobnemon. Haw Xu3HeHHbIN onbIT YacTo
ropasgo nosesHee, YeM Kakasi-nn6o nHcopmaums ot npodeccroHanos. Mbi
NOHMMAaEM, KakK TsKeslo nepexvBaTb NOCTaHOBKY AMarHo3a B OAMHOYKY, U
HageeMcCs, YTO HOBble CeMbM 06pPaTATCA K HalleMy coo6LecTBy 3a NOMOLLbIO
B Ha4yane 3Toro nyTu».

«[a, noctaHoBka AnarHo3za CHAMP moxeT nyratb, HO XXU3Hb C AUarHO30M MOJIHa CBOMX COBCTBEHHbIX
ycnexoB u nobes. MHorne Beluu, KOTopble, Ka3anocb, HaM y)Xe HUKoraa He Noc4YacTNMBUTCA 3acTaThb,
NocTeneHHO CTanu peanbHOCTbLIO, U Tenepb, B3rMAHYB Ha XXU3Hb NOA4 APYIUM YIfIOM, Mbl LIeHUM 3TOT
XU3HEHHbIN NYTb».

«CocTosiHMe Moeun JoYepu U3MEHUITO MO0 XXU3Hb. B TOM cMbicne, 0 KOTOPOM Bbl MOXeTe U He noaymaTth. [la,
nopom Xu3Hb 6biBaeT TPyAHOU. Y3HAB O AuarHose, sl nfakana gHW HanpoJsieT, OnJflakuBas Ty XXU3Hb, KOTOpas,
KaK MHe Ka3anochb, XAeT Hawy AoYb. {1 6ecnokounachb o ee byayLieM U He 3Hana, Kak nyylue Bcero
nopggepxartb ee. Ho ctonno MmHe NpuMHATL Npou3oLlesLee, kak 1 o6HapyXxuna cebs 4YacTbi NPOCTO
noTpscarLero coobwecTsa U3 Apyrux cemen, ctonkHyBlmnxcsa ¢ CHAMP1. YneHbl coobliecTBa
HenpecTaHHO OKa3biBalOT APYr-ApYyry NoaAepXKKy, nob6oBb U 3a60Ty. OHM NOHUMAKOT, YTO UMEHHO 51
YyBCTBYHO, U BCerga rotoBbl MPUMATU Ha NOMOLLb M OKa3aTb MOpanbHYyI NoAAEePXKKY B TAXenble nepuoabl;
nojckasaTtb Ham, C YeM MMEHHO o6palaTbCcs K MeAULMHCKUM paboTHuKkaM. OHU pa3aensiioT ycnexu Hallewn
Jo4yepu v NpasgHyoT UX BMECTe C HaMUy.

«lMo npaBae roBops, poxaeHne pebeHka c CHAMP1 pericTBUTENbHO CUJNTIbHO MEHsAeT Bally Xu3Hb. Mbl
o6be3aunu Becb MUpP, NO3HAKOMUITUCH C CaMbIMU YAUBUTENbHbLIMU NOALMU. Y Hac camoe
noggepxMBaroLlee coobLLEeCTBO U NPOCTO Jly4llasa HayyHass KOMaHAa, YTo HeyCTaHHO paboTaeT Ha Halle
6naro. bnarogapsa CHAMP1 s ctana coBepLUeHHO APYrMM 4YeJsIOBEKOM, B JTy4lleM CMbICIie 3TOro crioBa.
Mocne nosiBNeHnA goyepwu A cTana cunbHee, yBepeHHee n 6oree yCTOMYUBOM K HEMPUATHOCTSMY.

«[a, X1M3Hb ObIBaeT CII0XXHOW, HO, 60OXXe MO, 1 He NPOMEHsINa 6bl Hally JOYb HM Ha YTO Ha CBeTe».




NCcTOYHUKN

Bpolutopa cogepxmuT MHopMaLmio N3 onyornMkoBaHHOM MEAULMHCKON NUTepaTypbl, a TaKkkKe CBeOEHUS, MONyYeHHble
OT y4acTHuKoB rpynnel Unique. o umeHn nepBoro ykasaHHOro aBTopa v gaTe nybnvkaumMm MOXHO HanTWU aHHOTauun
WU opuUrMHanbl ctaten B 6ase gaHHbIX MEAULMHCKMX U Bruonormdeckmnx nybnukaumi PubMed
(https://pubmed.ncbi.nim.nih.gov/).
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MpucoeauHanTecb K Unique Ans cBA3M € ceMbSAMU, a TaKke 3a UH(popmaumen
M noanepKKou:

CtaHbTe Yy4aCTHUKOM

NMomorute Ham nomoyb Bam!

Unique siBngeTca 6naroTBopuTenbHOW OpraHm3aumen, CyLecTBYoLWEN TONbKo bnarogaps noxepTBOBaHUAM U
rpaHTam.
MoxepTBOBaHME MOXHO CAenaTtb Ha oduLManbHOM canTe:

CpoenaTb noxe pTBOBaHue

CanTtbl, Facebook*
c::;l:mrpynnbla acebook* n gpyrme CH Mplj

l|-
.!

e CHAMP1 UK (BnaroTBoputensHOCTb)

e CHAMP1 UK cTpaHuua B Facebook :' H A M P“

e CHAMP1 UK WhatsApp

e CHAMP1 lNMepconanbHas Npynna MNoaogepxkn Cemen B S
Facebook 'fg_\_ﬁ:.
l.. - BoH JOATICHN RPE 4

e CHAMP1 UccneposaTenbCckuin oHA (HEKOMMEPYECKUI)
e CHAMP1 Crtpanuua Vccnegosatenbckoro ooHaa B Facebook

e CHAMP1 lNopTtan UccnegoBaHumn

* Ha momeHT nybnvkaummn 6poLutopbl Ha pycckom a3bike koMmnanua Meta npusHaHa 9KCTPEMUCTCKOM opraHusauueit Ha Tepputopun PO.

[aHHas 6poLutopa He SBMSETCH NOIHOLEHHOW 3aMeHON NPOdeCCUOHANBHON MEANLIMHCKOW KOHCYNbTauun. o Bcem
BOMpOCaM, KacatoLMMcs 300POBbs, FEHETUYECKUX OTKITOHEHWI N UX NIEYEHMS, HEODXOOUMO MPOKOHCYbTUPOBATHCS
co cneumanuctoM. Ha MoMeHT nybnvkaumm cBeaeHusl, CoaepKallmecs B AaHHOW OpoLutope, cuntatroTca Hambonee
aKkTyanbHbIMU, HO B CBSI3M C MOCTOSAHHBIM M3MEHEHMEM U MOMNOSIHEHNEM MHOPMAaLIMOHHON 6a3bl O reHETUYECKUX
OTKJTOHEHUAX HEKOTOpPbIE JAaHHbIE MOTYT KOPPEKTMPOBATLCA. OTO PyKOBOACTBO 6b1no HanmcaHo CHAMP1 UK,
UccnepoBatensckum ooHgom CHAMP1 n Unique (AP) n pacCcMOTPEHO YneHamMu HayYHO-KOHCYNbTaTUBHOIO
coBeTa MccnegoBatenbckoro poHaa CHAMP1, Bengu Yyhr, M.D., Ph.D. CtedaHo bepto, Ph.D. Bepcusa 1 (AP).

lMepeBoA BbINOMHEH B pamkax MexayHapoAHoro ctygeH4Yeckoro BosioHTepckoro npoekta Unique. Kypatop
nepesoayeckoro npoekt — Hatanba BuktopoBHa HevaeBa, foueHT kadeapbl nepesoga PITTY um. A. U. lepueHa,
Mpe3naeHT Accoumaumun npenogaeartenen nepesofa, CaHkr-MNMetepbypr, Poccus. MeguunHCKyo peaakLumio
ocywecTun Jlebeaes Nropb Hukonaeswny, npodgeccop PAH, goktop 6uonoruyeckux Hayk, HUW megmumHckon
reHeTnkn Tomckoro HUMLL, Tomck, Poccus. Russian translation 2026 (EV/AP)

Copyright © Unique 2025

pynna nogaepxkn Ans poautenen aeten ¢
peaKMMIN XPOMOCOMHbBIMU OTKITOHEHUSIMU Homep B peecTtpe GnarotBopuTenbHbiX opraHusaumin 1110661
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