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OTOT CNpaBOYHMK NpeaHasHayvYeH ans nogen ¢ AMarHoCTMpoBaHHbIM ypodaunanbHbIM CUHOPOMOM,
NX ceMen U MeaMUUHCKUX paboTHMKOB. B HeM cogepxuTcst uHdopmMaums 0 NPUYMHAX OTKITOHEHWS,
€ro BMMSHWUK Ha YeroBeka, a Takke COBETbI MO OKa3aHU NOMOLLM U NOAAEPXKKMN, KOTOPble MOTyT ObITb
nonesHbl N0ASM C AaHHbIM ANarHO30M.

Yto Takoe ypodaunanbHbI CUHOAPOM?

YpodaumanbHbii cuHapom (YPC), Takke M3BeCTHbIN Kak cuHapom O4voa, BnepBble 6bin onucaH B 1979
rogy. 970 pefkoe reHeTudeckoe 3aboneBaHune, xapakrepusytoLieecs npobnemamm ¢ MoYencnyckaHmem
N OMOPOXXHEHNEM MOYEBOTO My3bIps, a Takke XapakTepHbIM BblpaxeHneM nuua. K Apyrmm BO3MOXHbIM
CUMNTOMaM OTHOCATCS HapyLUEeHUST PYHKUUKN KMLLIEYHUKA, @ UMEHHO 3anop unu HeaepXXaHuwe kana, a
TaKke HenoriHoe CMblKaHue BEK BO BpeMsi cHa. Kak YacTo criydyaeTcs C reHeTUYECKMMU OTKITOHEHNUSIMMU,
Ha KaXK4oro 4Yenoseka OHU BAUSIOT NO-pa3sHOMY — Jaxe cpeau YreHOB OAHOW CEMbM.

BbisiBneHo, 4Tto y 6onblumMHCTBA Ntogen ¢ ypodaumanbHbiM CUHAPOMOM NPUCYTCTBYET N3MeHeHne nnbo
B reHe HPSE?2, nnbo B LRIG2 (ogHaKo y HEKOTOPbIX HE ObINTO HaraeHbl UIBMEHEHUI HU B OAHOM U3 HNX).

KakoBbl NMPUYNHbI BOSHUKHOBEHUA ypocbauuaanoro CMHApOMa?

OueHb BaXkHYIO pOrb UrpatoT reHbl: UMEHHO OHM OTBEYAlOT 3a POCT M pa3BuTMe opraHMama.

OHu npeacTaBnsoT cobon ydacTkm [1HK, koTopble BXOAST B COCTaB OpraHn30BaHHOWM CTPYKTYpPb!
nop HasBaHueM xpomvocomva. OTcloga cneayeT, YTO XPOMOCOMblI — HOCUTENMW FeHEeTUYECKON
nHdopmaumm. OHU HaXOAATCA BHYTPU KIETOK U Cry)XaT ManeHbKUMWU KUPNudnkamm, U3 KoTopbIX
N COCTOUT BECb Hall opraHunam. Mpu reHeTUYEeCKnX OTKNOHEHWUSIX OOMH UMW HECKONbKO FreHOB
yTpaunBatoT CNOCOBHOCTL BbINOSHATL CBOK 0ObIYHYI0 (DYHKLMIO, YTO NPUBOAUT K pasfnyHbIM
HapyLLeHusIM B paboTe opraHu3ma.

OHK cocTtouT 13 KnpnnynkoB No4 HasBaHMEM OCHOBaHu, UNKU HykreoTuasl. AHK cocTomT n3 ocHoBaHuW,
KoTopble o6o3HavatoTes byksamu A, C, G n T. 311 ocHoBaHnsa JJHK obbeauHeHbl B napbl B CTPYKTYpe
OHK n dopmupytoT napel ocHoeaHui. MNonHas nocnegosatenbHocTb Hawen JHK — 6onee Tpex
MUNIMapaoB nap OCHOBaHWN.
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Knetka Xpomocoma OHK FeH nocnegoartenbHoctb AHK



YcTaHoBMeHo, 4YTo ypodhaumanbHbii CUHOPOM BO3HUKAET U3-3a OnpeneneHHbIX U3MEHEHUIN (M3BECTHbIX
KaK natoreHHble BapunarThl) B nocnegosatensHoctn AHK reHa HPSE2 wnu, pexe, B LRIG2.

* [eH HPSEZ2 pacnonoxeH Ha anvHHom nnede (q) xpomocombl 10 Ha ydactke 10924 (CM. pUCYHOK).

Xpomocoma 10

reH HPSE2
p-nneyo — g-mneyo
q24.2

* [eH LRIG2 pacnonoxeH Ha KOPOTKOM Mreyve (p) xpomocomsbl 1 Ha yyacTtke 1p13.2, kak nokasaHo
Ha PUCYHKE HuXe.

Xpomocoma 1

redH LRIG2
g-nneyo

IR LI

p13.2

p-nneyo

B kneTkax YenoBeka HaxoAMUTCS NO ABE KOMUM KaXKOoW XPOMOCOMbI U, COOTBETCTBEHHO, NO ABE KoMK
reHoB HPSE2 u LRIG?2.

YpodaumanbHbIi CUHAPOM BO3HUKAET, KOraa NpoucxoauT nopaxeHue obenx konunm reHa HPSE?2

unu LRIG2. B aTom crnyyae 3abonesaHune HacnegyeTcs no ayToCOMHO-PELLECCUBHOMY TUMY, MOCKOSbKY
BCE NMPOHYMEpPOBaHHbIE XPOMOCOMbI Ha3bIBalOTCA ayTOCOMamy, a reHeTu4Yeckne 3abonesaHus,
pa3BMBalOLLMECS MPU MOPAXEHUN ABYX KOMWUIN ayTOCOMHOIO reHa — pelieccueHbiMn. Y Unique ecTb
oTAenbHble BPOLLOPbI, MOCBSALLEHHbIE 2YTOCOMHO-A0MUHAHTHEIM U 8YTOCOMHO-PELIECCUBHBLIM
3aboneBaHuaM.

MocneposatensHocTb OHK rena HPSEZ2 y4yacTByeT B cuHTe3e Gerka renapuHasbl-2. 3ToT 6enok urpaet
Ba>KHYIO POfib, MOCKOIbKY OH NPUCYTCTBYET B HEPBHbIX BOMTOKHAX, OTBEYaOLMX 3a Nepegayvy curHanos
BHYTPEHHMM OpraHam, BKIo4as MO4eBOW My3bipb, ¥ TAKUM 06pa3om perynmpyeT nx yHKLMO.

MocnepoBatenesHocTb AHK reHa LRIG2 y4acTByeT B CUHTE3e TpaHCMeMOpaHHoro bernka, cogepxalero
nevumH-6oratble NOBTOPbI U UMMYHOrNOBYNNH-NOA06HbBIE 4OMEHbI. TOT 6ENOK BaXXEH, MOCKOSbKY,

KaK U renapuHasa-2, Cooep>XuTcs B HEPBHbIX BOIOKHAX, KOTOpbIE NepeaaroT CUrHanbl MOYEeBOMY
ny3bIpto.

Pesyn bTaTbl reHEeTU4YeCKOro TeCtupoBaHus

PesynbTaThl, BEpOsiTHEE BCEro, NpeAoCTaBUT BaM Ball Bpay-reHeTUK, KOHCYNbTaHT MO reHeTUYECKUM
BOMPOCAaM WIN YpOIior, KOTOPbIV Ha3HauYWmn 3TO TECTMPOBaHME.

Mpumep TOro, Kak BuIrnaanT pesynbTaTt cekBeHnpoBaHus [HK (nonHoaksomHoro (WES/T3C)
unn nonHoreHomHoro (WGS/IIC)), KoTopbl MOXET BbiBUTb BapuaHTbl reHa HPSE2, npuBeneH
Ha crnegylowen cTpaHme.



p.Arg153Ter (R153*) c.457C>T B 3k30He 3 reHa HPSE2 (NM_021828.4)

p.Arg153Ter (R153%) N3meHeHne B Genke: Ha MecTe aMMHOKUCNOTLI aprnHuH (Arg, Takke R)
npousoLuna 3ameHa Ha TePMUHUPYIOLLUMIA KOAOH, YTO MPUBESO K OCTaHOBKE
bnocnHtesa 6enka HPSE2 (o6o3HavaeTca kak Ter unn *) B noanumm 153 B
nocnegoBaTeribHOCTY aMUHOKUCIOT.

C>T N3MeHeHMe NocneanoBaTenbHOCTH reHa; Hykneotu C 6bin 3amMeHeH
Ha Hykneotuag T

c.457 nornoXeHne napbl OCHOBAHWM, rge Npou3oLLUSIo U3MEHEHNE B
nocnenoBaTenibHOCTU reHa (NonoXeHne, B KOTOpoM Hykneotng C 6bin
3aMeHeH Ha HykneoTtug T)

9K30H 3 yka3blBaeT, kKakas YacTb reHa Obina n3amMeHeHa, B 4aHHOM Crydae 9K30H 3
reH HPSE2 yKa3blBaeT Ha reH, B KOTOPOM MPON3OLLIIO U3MEHEHNE
NM 0003HayaeT TpaHCKPUNT reHa (pedepeHcHasi nocnegoBaTeNbHOCTD).

Y Unique ecTb oTaenbHas 6Gpoluopa, NOCBSILLEHHas HTeprnpeTauuy pesynbTaToB reHeTUYeckoro
aHanusa.

Kakme KnuHnyeckune npossBNeHMA U CUMNTOMbI BCTpe4arTcs
y nogen ¢ ypodaumarnbHbIM CAHAPOMOM?

Kak 1 npy MHOTMX reHeTU4Yecknx 3aboneBaHusix, y AeTei U B3poCrblX ¢ ypodaumanbHbiM CUHAPOMOM
MOryT HabntogaTbCcs pasHble CUMMITOMbI. CNekTp CMMNTOMOB M (PeHOTUNNYECKMX OCOBEHHOCTEN, a
TaKKe BEPOSATHOCTb MX NPOSIBNEHUS Y AETEN U B3POCHbIX OYAYT YTOYHATLCSA N0 Mepe yBenuyeHus Yncna
AVarHOCTUPOBAHHbIX Cry4YaeB M pacnpoCTpaHeHUss MHGOpMaLnK.

Yalle Bcero gMarHo3 CtaBuTCcs B paHHeEM OeTCTBe, HO nNpu Bonee Tsxenbix opMmax OH MOXeT ObITb
nocTaeneH npeHaTtanbHo (BO Bpems 6epemMeHHOCTK). Y noaen ¢ nerkon oopmon 3abonesaHns guarHos
MOXXET YCTaHaBNMBAaTbLCS TOMbKO Npu 06crnegoBaHny, NPOBEAEHHOM B CBSI3U C TAKUM XXe CIy4yaem y
POACTBEHHMKA.

B uenom Ha pa3Butue, yMCTBEHHbIE CNOCOBHOCTU 1 POCT pebeHka CUHOPOM He BrusieT.

OCHOBHbI€e nposaBrieHNA CMHApPOMa

XapakTtepHoe BbipakeHne nuua (MHBepTUpoBaHHas ynbibka)

prD,HOCTI/I C Mo4euncnyckaHmem, KoTopble MOryT npnBecTt K HOYHOMY n/vnu OHEBHOMY HeepXaHUto
Mou4un

TpyOoHOCTU C ONOPOXXHEHNEM MOYEBOIO My3blps (AMCHYHKUUA MOYEBBIBOOALLMX MYTEN), YTO MOXET
NPUBECTU K MHeKUnsM ModeBbiBoasaLwnx nyten (MIMI1), ckonneHuto Mmo4um B noykax (ruapoHedpo3s)
1 BocnaneHuio noyek (nnenoHedput). Mpn otcyTcTBumM nedenms MMM MoryT npMBecTu K NOBPEXAEeHUIo
noyexk.

Cpegu npobnem ¢ paboTon kuwevHnka — 3anop, a B 6onee pegkux cnyyasx — HegepxaHue kana
(aHKoMpes).

Opyrne Bo3MOXHble NPOSIBIIEHUSA:
HenonHoe 3akpbiTe BEK BO BpeMsI CHa (HOYHOW narodTarnbm)

MoBbILEHHOE KPOBSIHOE AaBreHne (TMNepToHusl), pa3BUBLLEECS BCIIEACTBME NOBPEXAEHMS NOYEK.


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

BHewHOCTb

XoTsi MMMKMKa B NOKOE HEe HapyLleHa, NOYTK y BCeX AeTen U B3pOCHbIX ¢ ypodaumanbHbiM CUHAPOMOM
MpW NONbITKE YNbIOHYTLCS UMK 3aCMESTLCS NOSIBNSIETCS XapaKTepHOEe XMypoe BblpaXeHue nuua.

Takoe BblpakeHWe nvua MOXHO 3aMeTUTb YXXe C TOro MOMEHTa, Korga MrageHew, HadymHaeT ynolbatbes,
HO 3TO 06bIYHO He Bbi3biBaeT GecrnokoncTea. OgHako, NOCKOMbKY 3Ta 0COBEHHOCTb TECHO CBSi3aHa

C aHOManuMsaMu MOYEBBLIBOASALLMX NYTEN, NpU ee 0BHapyXeHUM peKoOMeHAYeTCH Kak MOXHO ckopee
NPOWTU TLaTernbHOe 0b6cneaoBaHne MOYEBbIBOAALLMX NyTEN Y NPOPUNbHOro Bpada. OTO MOXET NOMOYb
npu 6onee paHHen AnarHOCTUKe ypodaumnanbHOro CUHAPOMA U CBSA3@HHbIX C HUM NPOSIBNIEHNIA, B TOM
yuuncne nHdpekumn movesbiBogawmx nyten (MMIM). B pesynbtate Heobxoanmblie Mepbl N0 NPOUNaKTUKe
n/unun nevyeHnio NposiBNeHN ypodaumnanbHOro CMHAPoMa MOryT GbiTb NPUHATLI HA PaHHEM JTane,

YTO CHWXKaET PUCK PasBUTUS OCIIOXKHEHNIA.

NMpo6nembl co 3gopoBLEM

Y nogen ¢ ypodaumnanbHbiM CUMHOPOMOM BCTPEYalTCs cnegyolime npobdnemMsl CO 340POBLEM.
He y Bcex aeten n B3pocrbix 3aboneBaHne NposiBnseTcs OANHAKOBO, AaXe eCrnv B OOHOW CEMbE €CTb
HECKOMbKO YesnoBeK C 3TMM ANarHo30M.

B AHOManNuu NoYeKk U MOYeBbIAENTUTENIbHON CUCTEMBbI

HapylweHunst paboTbl MOYEBBLIAENUTENBHOM CUCTEMBI (ANCHYHKLMS MOYEBBLIBOASLLNX NyTEN), KOTOPbIE
NPUBOAAT K 3aTPYAHEHMIO OMOPOXHEHNA MOYEBOrO NMy3bipsi — 3TO camMast YacTas npuymMHa obpaleHus
nogen ¢ ypodaunarnbHbIM CUHOAPOMOM K Bpauyy.

Takue HapyLleHMst MOryT UMETb Pa3Hylo CTENEHb BbIPaXXEHHOCTM — OT JIerkon Ao Tskenoun. Yacto
OHM BMnepBble NPOSABAIOTCA B paHHEM BO3pacTe, HO MHOrAa 3TW e NPU3HaKkK (YBENMYEHHbIN MOYEeBOM
ny3blpb U/MAM NOYKN U MOYETOYHUKWN) yAAEeTCH OOHapPYXMUTb BHYTPUYTPOBHO Npu yrbTpasBykoBOM
obcnenoBaHun.

3-3a NOBbILLEHHOrO AABMEeHNss B MOYEBOM My3blpe HEMOSTHOE ero ONOPOXHEHWe Y AeTew ¢
ypodauunanbHbIM CUHOPOMOM MOXET NPUBECTU K 3aCTOK MOYU, YTO Bbi3biBaeT pacluMpeHne Mo4eBoro
ny3bIps (MeraumcTmc), MOYETOYHUKOB (rmgpoypeTep) u noyek (rmapoHedpo3s). K paHHUM npu3Hakam
OTHOCSATCS TPYAHOCTWN C KOHTPONEM MOYENCTYCKaHWUs, KOTOPble MOTyT NPUBOANUTL K JHEBHOMY UM
HOYHOMY HeJep)KaHWo Moyn. Kpome Toro, NoBbILIAEeTCs PUCK YacCTbIX MHPEKLMIN MOYEBBLIBOASLLNX NyTEN
(MMT), koTopble HEOBXOAMMO NeYnTb aHTUbnoTUKamMun. Takne NHPEKLUN MOryT NpoTeKaTb
B6eccMMnTOMHO, HO MHOrAa OHU BbiBalOT 6onee cepbe3HbIMU, KpaHe U3HYPUTENBHBLIMU 1
6onesHeHHbIMU. MIHorga VIMI pacnpocTpaHseTcs B KPOBOTOK (YPOCENCUC), YTO TpebyeT HEOTNOXHON
MeOMLIMHCKOM NOMOLLM, BKINOYasi BHYTPMBEHHOE BBeAeHMe aHTMBNOTMKOB. B peaknx cnyvaax
nosTopsiowmecs VIMI n nocneactsma ruapoHedposa MOryT Bbi3BaTb NOBPEXAEHWUE UM BOCNaneHme
noYyek, YTo B Hambornee TAXenbIX CriyYasx MOXeT NPUBECTU K NPOrpeccupyoLLen noYeyHon
HeJOCTaTOYHOCTW.

PaHHsa guarHoCcTrka n CBOEBPEMEHHOE NeyYeHre NO3BONAIT YMEHbLUUTL UM BOBCE NpeaoTBpaTUTb
NoBpeXaeHNe MOYEBOro Ny3bIps U NOYEK, KOTOPOE MPU OTCYTCTBUN NEYEHUA MOXET ObiTb CEPbE3HBLIM
1 HeobpaTUMbIM.

H 3anop

3anop, Npy KOTOPOM YacToTa OMOPOXHEHUS KULLEYHMKA YMEHbLUAETCS U HapyLLaeTCs CTyM, BO3HMKAET
npumMepHo y 2 n3 3 nogen ¢ ypodauunanbHbIM CUMHAPOMOM. [TpUMepHO Yy NONOBWHbLI NaLMeHTOB

C 3arnopamu co BpeMEHEM pa3BMBAETCHA COCTOSIHME, NPU KOTOPOM U3-3a OTCYTCTBUS perynspHom
aedekaunn kanoBble MacCbl HaKaNMBAKTCA B OpraHn3me — B TOSNICTON UMW NPSIMON KULLKE. OTO MOXeT
NPMBOAUTL K HEMPOU3BONbHOMY ONMOPOXHEHWUIO KMLLEYHMKA BHE TyaneTa (9HKonpesy) u, Kak crie4cTeune,
3arpsA3HEeHNto HUXHero 6enbs.



B nasa

HekoTopble ntogmn ¢ ypodaumnanbHbIM CUHOAPOMOM He MOryT MNOSNTHOCTHI0 COMKHYTbL rnasa Bo BPEMS CHa
(HouyHoM NnarodpTanbm). ATO ABMSETCA AOBOMBHO YACTbIM NPU3HAKOM JAHHOMO CUHAPOMA U MOXET
BbI3bIBATb YXyALIEHNE Ka4eCcTBa CHa U OLLYLLEeHMe CyXOCTM rnas nocne npobyxaeHus. K gpyrumm
CMMMATOMaM OTHOCSTCS BOCMarneHue poroBuubl (kepaTuT), LapanuHbl Ha porosuue (MCTupaHue
POroBULbl) U rNasHble MHEKLNN.

B [MoBbilWeHHOE KpOBSAHOE AaBneHue (rMnepToHus)

Y nogen ¢ ypodaumnarnbHbiM CUHOAPOMOM M3-3a NOBPEXOEHUS NOYEK MHorga Habngaercs
NOBbILLEHHOE KPOBSIHOE AaBreHune (rmnepToHus). YTobbl NpeaoTBpaTUTb YXyALEeHNe COCTOAHMUSA
TpebyeTcst MEOUKAMEHTO3HOE fleYeHMe.

U3MeHeHUs B noBeaeHUn

Y naumMeHToB ¢ AaHHbIM CUHAPOMOM XapaKTepHbIX 0COGEHHOCTEN NOBeAEHUS HE OTMeYaeTcs. Tem He
MeHee, Takme CUMNTOMbI, KaK Helep)KaHne, MOryT CEPbEe3HO CKa3blBaTbCS HA NCUXOSOrMYECKOM
COCTOSIHUM pebeHKka 1 ero poaHbIX.

[MoaToMy HeyaMBUTENbBHO, YTO AETU MOTYT NPOSBASATL CaMble pa3Hble 3MOLUN B 3aBUCUMOCTH

OT COBCTBEHHOr0O Xapakrepa 1 UCMNbITbIBAEMbIX CUMNTOMOB — OT GECMNOKOMCTBA U pas3apaXUTerbHOCTH
00 3aMKHYTOCTM B cebe nnmn ypeamepHom aMoLMoHanbHoCTU. MNMonesHble CoBETLI U CTpaTernmn, KoTopble
nomoryT pebeHKy 1 BCen ceMbe aganTMpoBaTbCs, MOXHO HaWTK Ha canTe eric.org.uk.

Hackonbko pacnpocTtpaHeH ypodaumanbHbIA CUHOPOM?

CnoxHo ckasatb. K 2024 rogy B mupe 3apernctpmpoBaHo 6onee 150 cnyyaeB ypodaumansHoro
cvHApoMa. MyXXUYmnHbI M KEeHLUMHbI NoABEPXKEHbI 3a60neBaHno B paBHOW cTeneHun. [Nockonbky aToT
CYHAPOM BbI3BaH reHETUYECKMMU U3MEHEHNSMUN, YHACNe40BaHHbIMUN OT KaX40ro pOAUTENS, OH Yalle
BCTpeYaeTcs y AeTen KPoBHbIX poacTBeHHMKoB. O6 3TomM 3aboneBaHum Masno KTo 3HaeT, 1 Mbl
cTapaemcsi pacnpoCTpaHsiTb MHPOPMALMIO O HEM.

Noyemy Tak npoucxoguT?

BapunaHTbl reHOB BO3HUKAIOT eCTECTBEHHLIM 00pa3oM 1 He 0BYCNOBNEHbI MMTAHNEM, OKPYXKatoLLEN
cpenon unm obpasom XKMU3HU YeNOoBeEKa. Y KaXKAoro U3 Hac eCTb YHUKanbHbIA HabOp BaprMaHTOB FEHOB,
1 bonbwas Yactb nameHeHnn HK oueBMaHbIX NOCNEACTBUN HE NMEET. OTO YacTo NPOUCXOAUT

npyv ayTOCOMHO-PELLECCUBHbBIX COCTOSAHUAX, KOr4a U3MeHeHne B OOHOW KOMUM reHa He Bbi3blBaeT KaKux-
nmbo CMMNTOMOB UM OCOBEHHOCTEN, NOITOMY POAUTENM MOTYT O HEM He 3HaTb. BaxHO noHnmarthb,
YTO HUKTO N3 poanuTesien He BUHOBAT B TOM, YTO MMEET BapuaHT reHa B ceoem [JHK.

Mo pgaHHbIM Ha 2024 rog, y 6onblUMHCTBA Noaen ¢ ypodaumanbHbiM CUHAPOMOM O6HapyXnBanucb
Konunn BapmaHToB reHa HPSE2 vnn reHa LRIG2, yHacnegoBaHHble 0T 06oux pogutenen. r'eHeTnyeckue
N3MEHEHMS He ObInn BbiSBMNEHbI TOMbKO Y HEOOMbLIOIo Yncna geten ¢ ypodaumanbHbIM CUHOPOMOM.

MoxeT nu 3To NOBTOPUTLCA NpU creayrowen 6epeMeHHOCTU?

BepoaTHOCTb poxaeHus elle ogHoro pebeHka ¢ peakMMm ayTOCOMHO-PELLECCMBHBIM 3aboneBaHMem
3aBMCUT OT reHeTUYECKOro koga poautenen. Ecnv nsasecTtHo, 4to oba poauTens ABnsTCA HOCUTENSMN
NaToOreHHOro BapuaHTa, CBA3aHHOro ¢ ypodaumanbHbIM CUHAPOMOM, TEOPETUYECKN OAMH N3 YeTbIpeX
neten (25%) 6ynet nmetb cuHgpom, asoe (50%) 6yayt HocuTenamn 1 natoreHHoro BapuaHTa 6e3
NPU3HaKoB (kak n poauTenn) 3aabonesaHus, a oauH (25%) He ByaeT HocuTenem BoBce. [Ansa kaxaown
6epeMeHHOCTN BEPOATHOCTb pasHasi.

Bce Guonornyeckune getu yenoeeka ¢ ypodaumanbHbIM CUHAPOMOM GyayT HOCUTENSIMU NaTOreHHOro
BapvaHTa yHacrneaoBaHHOIo OT poauTens reHa 6e3 NposiBrieHHbIX MPU3HAKOB (MCKYas BapuaHThl,
Korga BTOPOW poauTerib UMEET BblpaXeHHbIN ypodaumanbHbiM CUHAPOMOM UK SBRSIETCS HOCUTENeM
€ro NaToreHHoro BapuaHTa).


https://eric.org.uk/

Kak Tonbko gaHHoe 3aboneBaHve AMarHOCTUPOBAHO Yy OAHOrO U3 AeTel, crieqyeT NpoBecTH
reHeTn4yeckoe TeCTUpoBaHMe POACTBEHHUKOB, KOTOPbIE Takke MOryT ObiTb HOCUTENSMU BbISIBIIEHHbLIX
naToreHHbIX BapuaHToB. Ecnu y pebeHka ecTb 6paTbsi U CECTPbI, UX TOXE HY>KHO NPOBEPUTL Kak MOXHO
cKopee.

Kaxabivi cny4yar ocobeHHbIN, 1 MO3TOMY PEKOMEHAALNN KITMHNYECKOrO FEHETMKA UM KOHCYIbTaHTa
Nno reHeTUYECKNM uccnegoBaHuam OyayT Ans Bawen cembn MHOMBUOYaNbHLIMU.

Y Unique eCTb OTAeNbHbIE PYKOBOACTBA MO CreayloWwmuM TeMaMm: niaHnpoBaHme criegytoLlen
6epeMeHHOCTH, NpeHaTanbHoe reHeTu4eckoe obcrnenoBaHne U AUarHOCTUKA, KOHCYIbTaumMm ¢ BpaydoM-
reHeTUKOM 1 noaaepkka opatbeB 1 cecTep AeTel C PeOKMM FreHETUYECKMM OTKIIOHEHNEM.

MoXHo nu Bbine4yntb cuHapom Oyoa?

B HacTosiLee BpemMsi CMHAPOM He noaaaeTcs nevYeHnto. TeM He MEHEE pPaHHSIS AMarHOCTMKa No3BonsieT
YMEHbLUMTb PUCK Pa3BUTUS CUMMNTOMOB, CBSI3aHHbIX C cMHAPOMOM (Bkntodas MM n xpoHuyeckoe
rnopaxkeHue no4ek), u obecneynTb CBOEBpEMEHHOE MEAMLMHCKOE NeYeHmne. B HacTosiee Bpems
BeayTCs UCCreaoBaHus, HanpaeneHHble Ha pa3paboTKy reHoTepanumn 4aHHOro 3aboneBaHus, No3ToMy
B OyayLLEM MOryT NOSIBUTLCSH HOBbIE METObI NIeYEHUS.

KnunHuyeckue peKomMmeHaauuun

Cpa3y nocne BbisABJIeHNUA OTKITOHEeHUA

Heobxoaumo BbISIBUTb, Kakne KOHKPETHO CUMMTOMbI UMEOTCS Y nauueHTa ¢ cuHapomom O4yoa, ecnu
3TO He BbINo caenaHo Npy NocTaHoBKe AuMarHo3a. Bo Bpemsi o6cnenoBaHns Bpay ycTaHaBnmBaeT
HanuymMe CMMNTOMOB Y NauMeHTa u cTerneHb UX BblpaKeHHOCTW.

I'Io.qp.epx(MBarou.l.ee Jle4yeHue

Yxop 3a Yenosekom ¢ cuHapomom O4oa, kak npasuno, TpebyeT CKOOPANHNPOBaHHOM pPaboThl
MHOronpoduIbHON KOMaHabl CneLmManncToB, BKOYas:

- NneauaTpoB — Bpayen, CreunanmnavpyoLLnXcs Ha PU3NYECKOM, NCUXNYECKOM U CoLManbHOM
300pOBbe AeTell C MOMEHTa POXAEHUSA U O COBEPLUEHHONETUS;

- YPOSIOroB — BpayeWn, cneumanmsnpyolmxcs Ha AnarHocTuke 1 neveHun 3abonesaHui
MOYEBbLIBOAALLEN CUCTEMBI;

- HecppornoroB — Bpayven, 3aHNMAOLLMXCA ANArHOCTUKOM U neyeHnemM 3abonesaHnin Noyex;
- XMpPYpros — Bpayen, NpoBoasALLMX MeguLMHCKUe onepauuu;
- opTanbMoONoroB — Bpayeu, cneumnanmanpyowmnxca Ha 3abonesaHunsax rnas;
- cneuvanu3npoBaHHbIX MeAcecTep M APYrux MeaULIMHCKUX pabOTHMKOB, KOTOPbIE MOMOratT
TLATeNbHO U MNIaHOMEPHO OpraHM3oBaTh feveHne pebeHka.
METO,qu Nle4yeHnss U BUAbl Tepanunuum
JleyeHve BygeT 3aBUCETb OT KOHKPETHBIX NPOSIBIIEHNA 1 CUMNTOMOB Y nauneHTta. Kak npasuno,

MCnonb3yTCA cneaywwme MeTobl nNe4YeHna:

Tepanusa nHpekunmn MoYeBbIBOAALLMX NyTEN, KoTopas 0Obl4HO BKMNOYAET NPpMEM aHTMOMOTUKOB
A8 neyveHunsa n npodmnakTukn 6akTepuanbHbIX MHEKUNA, a Takke obesbonueatoLlmne
(aHanbreTukn).


https://rarechromo.org/media/information/Other%20Topics/Planning%20your%20next%20child%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Planning%20your%20next%20child%20FTNW.pdf

[na obneryeHnss MmoyencnyckaHns MoryT OblTb Ha3Ha4YeHbl cneLumanbHble npenapaTthbl, TakMe Kak
aHTMXONUHEepPruveckne cpencraa un anbda-1-agpeHobnokaTopsl.

HekoTopbiM nauueHTam noMoraeT kaTeTepusaums: OnopoXXHeHe MOYEBOro My3bips U cbop Moun
NPOUCXOANAT Yepes rnbkyto Tpybky (kaTeTep).

B HekoTopbIX criyyasx Anst ycTpaHeHUsi NpensTCTBUA B MOYEBbIBOASILLMX NYTAX U
BOCCTaHOBIEHMS! MX OTAENbHbIX Y4acTKOB MOXET NOTpe6oBaTbCsl XMPYPruieckoe BMeLLaTeNbCTBO.

Mpy XpOHMYECKON MOYEYHOW HEAOCTAaTOYHOCTN MOXET NoHaaobuTbCs ananus (npoueaypa
MCKYCCTBEHHOIO OYMLLIEHMSI KPOBW). B pefknx Tshkenbix criydasx novYevyHom HegoCTaTOMHOCTU MOXET
paccMaTpuBaTbCs Nepecaka NoYku.

Mpwu 3anopax noMmoraeT gueTta ¢ 60MbLIMM KONMYECTBOM KINeT4YaTku 1, Npu He06XOAMMOCTMH,
Msirkve cnabutenbHble Unu gpyrve cpeactea. [py 0COGEHHO TSXKENOM COCTOSHUM MOXET ObiTb
Ha3Ha4eHa Krnuama.

Bpay-odranbmonor MoXeT Ha3Ha4MTb Kanmnu AN yBraxHEeHUs rna3 gHeM 1 Masb Ha HOYb,
ecnuv HabngaeTcs HOYHOE HeMnornHoe CMblkaHue Bek (narodTanbm).

KoHTponb cocTosiHMA 340p0BbA

YTto6bl oTCNEXunBaTh MMeLMECS CMMNTOMbI cuHapoma O4yoa, oLeHnBaTb 3pdEKTUBHOCTL NeYeHns, a
Takxke BbISIBMATb NOSIBIIEHNE HOBLIX CUMNTOMOB PEKOMEHAYETCA NPOBOAUTL crieaytoLume
obcnenoBaHus:

[lNA KOHTPONA 3a COCTOAHMEM MOYEBLIBOAALLEN CUCTEMBI CriedyeT NPOXoanTb YrbTpasByKoBOe
“CCreaoBaHVe He pexe OOHOro pasa B rof.

KoHTponb 3a cOCTOsIHMEM MOYeK NMPOBOANTCS MO Ha3HaYeHWIo Hedpporiora ¢ y4eTOM NpU3HaKoB
3aboneBaHus NOYEK N NPOrPeccMpoBaHUs GonesHu.

Mpy HEMNONHOM CMbIKaHMM BEK HOYbHO HEOBXOOUMO PEerynspHoO NpoBepsTLCS Y Bpaya-
odTanbmonora.

Mpw 3anopax/aHkonpese He06X0AMMO NMPOXOAUT OCMOTP Kak MUHUMYM pas3 B rof,.

CnegyeT No BO3MOXHOCTM M3beratb ynotpebneHns HEKOTOPbIX BELLLECTB, OKa3blBaloOLNX BIIMSHUE
Ha NoYKM (HEPOTOKCUYECKNX BELLECTB), B TOM YMCIEe ONpeaeneHHbIX TekapCTBEHHbIX NpenapaToB
N aHTUONOTUKOB.

NMpoBoasaTcAa nu nccnegoBaHUA HOBbIX METOAOB fle4YeHUs
ypodaumanbHOro cuHapoma?

MccnepoBaHna No COBEPLLUEHCTBOBAHUIO METOAOB fIEYEHUS PA3SIMYHbIX NPOSABEHN ypodhaumanbHOro
cvHApoMa npogosmkatoTcsa. Kpome Toro, HECMOTPSA Ha OTHOCUTENbBbHYHO PeaKoCTb A4aHHOro 3aboneBaHus,
reHbl HPSE2 n LRIG2 saiBnsAoTCa NpegMeToM TEKYLLMX UCCNeAoBaHMI, B TOM YMCTe HanpaBnieHHbIX

Ha BO3MOXHOCTb UCMOMb30BaHNA reHoTepanmm ans KOppeKkLmMm HEKOTOPbIX CUMNTOMOB
ypodauuarnbHoro cuHapoma. B yactHocTH, HegaBHMe UccneaoBaHMs Ha Mblllax ¢ NaToreHHbIMU
BapuaHTamu reHa HPSE2, HaueneHHble Ha yCTpaHeHne CUMNTOMOB CO CTOPOHbI MOYEBbLIBOAALLMX
nyTen nocpeacTBOM UCMOMNb30BaHUA reHoTepanuu nNpoAeMOHCTPUPOBany BO3MOXHOCTb AalnbHeENLLEero
NPUMEHEHUs 4aHHOro MeToda Asis Jie4eHUs CMMMTOMOB, CBSI3aHHbLIX C MOYEBbLIBOAALLNUMU MYTSAMMN.

MoapoBHOCTM O KIMMHUYECKMUX UCTBITAHUSAX, OTHOCALLMXCS K KOHKPETHOMY 3ab0reBaHuIo U rexy,
MOXHO HanTu Ha canTte ClinicalTrials.gov u B peectpe EU Clinical Trials Register.


https://clinicaltrials.gov/
https://www.clinicaltrialsregister.eu/ctr-search/search

NCTOYHUKM

NHdopmaumna B gaHHoM Bpolutope OCHOBaHa Ha MHpopMaumm U3 OTKPbITbIX MEOULMHCKUX NCTOYHUKOB
M OnbIT€ CEMEN, CTONKHYBLUMXCS C ypodhaumnanbHbiM CUHOPOMOM. AHHOTaUNN UM OpUrMHansl cTaTemn
MOXHO HaWTK B MHTEpHeTEe B 6a3e AaHHbIX MegUUMHCKUX 1 Buonornyecknx nybnukaumi PubMed
(https://pubmed.ncbi.nlm.nih.gov/) no nMeHn NepBOro ykasaHHOro aBTopa u gate nydnukauumn.
BonbWWHCTBO cTaTen MOXHO HanWTK Ha cante Unique.

CcbIinku

* HotomaH B. I". (2013) [o6HoBNeHo: 2023 r.] YpodaumanbHbii cnHgpom. GeneReviews® [HTepHeT].
PMID 23967498. Cchlirika Ha cTaTbio

* HaumoHanbHasa opraHnsauus no pegkum 3abonesaHmam (NORD) — rarediseases.org/rare-
diseases/urofacial-syndrome/ Ccbinka Ha cTaTbto

* MedlinePlus — medlineplus.gov/genetics/condition/ochoa-syndrome/ Ccblinka Ha cTaTbio

* 'HbOpMaLMOHHBIV LLEHTP FrEHETUYECKMX N pedknx 3abonesanun (GARD) —
rarediseases.info.nih.gov/diseases/104/index Ccbinka Ha cTaTbio

lMpuMeyaHue: 3Be3404KOM OTMEYEHbI CTaTb, KOTOPbIE HAXOAATCS B OTKPLITOM A0CTYNE, NX MOXHO
HanTu Ha cawnTe https://pubmed.ncbi.nim.nih.gov


https://pubmed.ncbi.nlm.nih.gov/
https://www.ncbi.nlm.nih.gov/books/NBK154138/pdf/Bookshelf_NBK154138.pdf
https://rarediseases.org/rare-diseases/urofacial-syndrome/
https://medlineplus.gov/genetics/condition/ochoa-syndrome/
https://medlineplus.gov/genetics/condition/ochoa-syndrome/
https://rarediseases.info.nih.gov/diseases/104/index
https://rarediseases.info.nih.gov/diseases/104/index
https://pubmed.ncbi.nlm.nih.gov/

UHdopmauma n nogaepxka
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Ten.: +44(0)1883 723356
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Urderstanding Chromosome & Gene Disorders

MpucoegnHanTecb k coobwecTBy Unique, 4TOObI NONYYNTb OOMNONHUTENbHYIO MHOpMaLMIO,
Heo6XxoAMMYI0 MOMOLLbL U KOHTAKTHbIE AaHHbIe CeMeln C NoXoXxen NpoodneMon.
https://rarechromo.org/join-us/

Unique — aT1o GnaroTBoputenbHas HerocyaapCcTBeHHasa opraHnsaums. mHaHcoBas NogaepKka
OCYLLECTBIIAETCS UCKIMIOYUTENBHO 3@ CYET NOXEPTBOBAHMIN U rPaHTOB. [1oXXepTBOBaHNE MOXHO
caenaTtb Ha Hawem ouumManbHOM canTe:

https://rarechromo.org/donate/ [Momornte Ham NoMoYb Bam!

Cantbl, rpynnbl B Facebook™ n npouune ccbinku:

www.eric.org.uk — ERIC — GnaroTBopuTenbHas opraHu3aunsa anga geten ¢ npobnemamm KmwevHmka
1 MOYeBOro ny3bips

www.kidneyresearchuk.org/ — 6putaHckas 6naroTBoputenbHas opraHnsaums, 3aHMMmaroLwasncs
nccnegoBaHnemM bonesHen novek

* Ha MomeHT nybnukaumm pycckossbldHoW Bepcum GpoLutopbl koMnaHust Meta npuaHaHa aKCTPEMUCTCKOIN opraHusaumeii Ha Tepputopun PO,

[aHHas bpolutopa He 3aMeHsIeT NpodeCCUOHaNbHY MEAULIMHCKYHO KOHCyNbTaumio. o Bcem BonpocaM, KacatoLwmumest
3[00POBbSA, ANATHOCTUKN FEHETUYECKMX OTKITOHEHUIA U UX NeYeHnsl, He06X0aUMO NMPOKOHCYNbTUPOBATLCS CO CNELMAnCTOM.
MHdopmaumsa o reHeTUYECKNX OTKITOHEHNSIX MEHSIETCS OYEHb ObICTPO, MO3TOMY, HECMOTPS HA TO YTO HA MOMEHT NybnmKauum
cBefeHus1, NpeAcTaBeHHble B OpoLUtope, CUMTAaOTCA Hanboree akTyarbHbIMK, CO BpEMEHEM HEKOTOPbIE (haKTbl MOTyT
nameHuTbes. MaTtepman 6bin noarotoeneH 6naroTesopuTensHbiM hoHaom Unique n npoepeH npodeccopom bunnom
HbtomaHoMm (PhD FRCP FMedSci), koHcynbTaHTOM B 0611acTu knuHudeckor reHeTukn cooHaa Manchester University NHS
Foundation Trust (MFT) MaHuecTepckoro yHuBepcuteTa B Benvkobputanun. Bepcusa 1 (2024)
[MepeBoa BbINONHEH B paMmkax MexayHapoaHOro cTyaeH4Yeckoro BornoHTepckoro npoekta Unique. KypaTtop nepeBogyveckoro
npoekta — Hatanbsa BuktopoBHa HevaeBa, goueHT kadenpsl nepesoga PITIY um. A. W. MepueHa, MNpesngeHT Accoumnauum
npenogasaTenen nepesoga, CaHkt-MeTepbypr, Poccusi. MeanumHckyo pefakumio BbinonHuna Koxa+nosa TaTbsiHa
BukTopoBHa, K.M.H., Bpay nabopatopHbin reHeTuk, [BY3 «HIL, cneunannavpoBaHHOM MeQULIMHCKON MOMOLLM AETAM UMEHM
B.®. BonHo-AceHeukoro I3M», Mocksa, Poccus. Russian translation 2026 (EV/AP)

Copyright © Unique 2024

Mpynna nogaepXku cemen ¢ peakumMm XpOMOCOMHbIMMA Homep B peecTpe 6naroTBOpuTENbHbIX
OTKIOHEHNSIMU opraHusaumi 1110661

3apernctpmpoBaHa B peecTpe KomnaHuim AHmMnn n Yanbeca Homep B peectpe komnaHum 5460413
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