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Yto Takoe CIMDAG cunapom

CIMDAG cunapowm, Takxke u3BecTHbIN kak VPS4A-acconuupoBaHHOe pacCTpONCTBO HEPBHO-IICUXUYECKOTO Pa3BUTHS,
IpeACTaBIsET CO00W peKoe reHeTHYecKoe 3a00JIeBaHne, IPUBOJISIIEE K 3a/IePIKKE PA3BUTHUS U HHTEIUICKTYalbHOM
HeJgocTaTouHOCTH. Ha3zBaHue cuHapoma npeacrasisieT coooii abOpeBuaTypy, o0pa3oBaHHYIO U3 HaualbHBIX OyKB
CHMIITOMOB: THIIOIIa3ust Mo3xeuka u katapakrta (Cerebellar hypoplasia and cataracts), HapylIeHHe HHTEJIEKTYalbHOTO
passurust (Intellectual disability), Bposxxnennas mukpouedanus (congenital Microcephaly), nucronust u
nussputponosTudeckas anemus (Dystonia and dyserythropoeitic Anaemia), 3agepkka pocra (Growth retardation).

Hetu ¢ CIMDAG cuHIpOMOM 4acTO POXKAAIOTCS C OYCHb MAJICHbKOW TOJI0BOU (MuKpoledanus). B panHem nerctee y
HUX MOTYT HaOIOAaThCS TPOOIEMBI C pa3BUTHUEM JBUTATEIBHBIX HABBIKOB (HApPUMED, C X0Ab001), a TaKXKe 3a7epiKKa
pocTa u pedeBoro pa3puThs. KIIMHUYECKUM MPOSBICHUEM CUHIPOMA MOTYT OBITh KaTapakTa U 3a00JieBaHUE KPOBH, B
CIICJICTBUU KOTOPOTO pa3BUBAETCI aHeMUs. bojee moapoOHO BO3ZMOXKHBIC CUMIITOMBI M IIPU3HAKH OYIyT OMUCAHBI Jajee.

IeneTnueckue 3a00aeBaHus NPOSBISIIOTCS Y JtoAel no-pazHomy. He y Bcex nmanuentoB ¢ CIMDAG cungpomom OyayT
MPUCYTCTBOBATH BCE BO3MOKHBIE CHMITOMBI. KpoMe Toro, y pa3HbIX M0l OTHU U T )K€ CUMIITOMBI MOTYT
MPOSBIATECS B Pa3HOH CTENEHH.

KakoBbl npuunHbl BoO3HUKHOBeHuss CIMDAG cuHapomMma? Xpomocoma

Od4eHb BaXXHYIO POJIb UTPAIOT TCHBI: IMEHHO OHM OTBEYAIOT 32
pocT u pa3BuTHE opranu3Ma. OHM NpPenCTaBIAIOT cCOO0H
yuacTtku JJHK, koTOphie BXOAAT B cOCTaB OpraHU30BaHHOM
CTPYKTYPBI O Ha3BaHUEM «XpomocoMa». OTcrona cienyer,
YTO XPOMOCOMBI — HOCHUTEJIM TeHETHUECKOH MHPOPMAaIIHH.
OHM HaxoAsATCA BHYTPHU KJIETOK — 3TUX MaJCHBKUX
KHUPIUYIUKOB, U3 KOTOPBIX COCTOUT BECh OPTaHU3M.

CIMDAG cuHapOM BBI3BaH U3MEHEHUSAMH B
nocnenoBarenbHocTy JJHK rena VPS4A4 (ero maToreHHbIMU
Bapuanramu). Hazpanue rena pacmndpoBbBaeTCs Kak
Vacuolar Protein Sorting 4 Homolog A, uTto o3Hayaer
«romoior A Oenka BaKyoJISIpHOH copTUPOBKH 4». ['en VPS4A4
pacIooXeH Ha JUIMHHOM Iuiede (q) XpoMOocoMEl 16 B Tokyce
16922, kak NOKa3aHO Ha PUCYHKE HHXKE.
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B kneTkax uenoBeka HaXOJUTCS MO JBE KOMUHU XPOMOCOMBI 16 U, COOTBETCTBEHHO, ABE Konuu reHa VPS4A4. VPS4A-
ACCOIMUPOBAHHOE PACCTPONHCTBO HEPBHO-TIICUXUYECKOTO Pa3BUTHS BO3HUKAET NPH MOPAXEHNUHU TOJBKO OJTHOH KONHH
reHa VPS4A; BTopas ke ocTaeTcs HOJHOCThIO (YHKIIMOHAIBHOW. JTO 3a00JI€BaHIEe OTHOCUTCS K ayTOCOMHO-
JTOMUHAHTHBIM, MIOCKOJIBKY BCE€ Mapbl XpOMOCOM ¢ 1-# 1o 22-10 Ha3bIBAaIOTCA ayTOCOMAaMH, a TeHETUYECKHUE COCTOSHHUS
(3abosieBaHus), MPU KOTOPHIX MOPAXKAETCS TOJIbKO OJHA KOIHUS ayTOCOMHOTO I'eHa, U3BECTHBI KaK JIOMUHAHTHBIE.

MOHOTEeHHBIM 3a60HeBaHI/IﬂM C ayTOCOMHO-JIJOMUHAHTHBIM THUIIOM HACJICJOBaHHWA, IMOCBAIICHA OTACIIbHAA 6p0HlIOpa
Unique.

[TocnenoBaTtensHOCTE TeHA VPS4A oTBedaeT 3a mpou3BoACcTBO O6enka VPS4A. OH urpaet BaXXHYIO pOJb B Pa3BUTHH
MO3ra ¥ Jpyrux TKaHel opraHusma.


https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf

T'eHeTH4YecKHuii aHaIn3

CIMDAG cungpom 00yCIIOBJIEH H3MEHEHUSIMH B IIOCJIEIOBAaTEIbHOCTH TeHa VPS4A, KOTopeie MOKHO OOHAPYXHUTH NIPH
MOMOIIMA FTeHETUYECKOT0 aHAJIH3a, Ha3bIBAEMOTO CEKBEHHPOBaHUEM (HANPUMeEp, MOJTHOIK30MHOE CEKBEHUPOBAHUE
(WES/TI2C) nnn nonHoreHomHoe cexkBeHupoBanue (WGS/III'C)). Xors CIMDAG curapoM uMeeT XxapaKTepHBIE
MPU3HAKH, ISl TIOATBEPIKICHHUS MPEIBAPUTEIBHOTO JUArHO3a HEOOXOIUMO IPOBECTH TeHETHYECKUN aHATHU3.

Y Unique ecTh oTnenbHas OpolItopa, mocBsnieHHas cekBeHupopanuo JJHK.

PesyanaTm IFeHETHYECCKOIro aHajiu3a

Pe3ynbTaTsl reHETHIECKOTO (FTEHOMHOTO) aHaIM3a Jalle BCETro IMPEIOCTABIsAET FTEHETHK, KOHCYIBTAHT IO TEHETHUECKUM
BOIIpOCAM IJIM Bpad, Ha3HAYUBIINI IPOBEACHNE aHANN3a. B 3aBUCHMOCTH OT THIIA IPOBEICHHOTO HCCIEIOBAHUA
genoBek ¢ CIMDAG cuHIpOMOM MOKET MOJIYYHTh pa3InuHbIC pe3yIbTaThl. B kaduecTBe mpuMepa HUXKE IIPHUBEICHBI
pesynbrathel cekpeHuposanusa JJHK, koTopbeie m03BOISAIOT HACHTHQUIINPOBATH BAPUAHTHI TCHA.

¢.850A>T (p.Arg284Trp) VPS4A NM_013245.3

c.850 MI0JIOKEHHUE U3MEHUBIIIEHCS Mapbl OCHOBAHUM B NTOCJIEI0BATEILHOCTH IeHa
A>T HU3MEHEHHUE NOCIel0BaTeAbHOCTH I'eHa: HyKJIeOTU A 3aMeHeH HykiaeoTuaom T
(p-Arg284Trp) N3MEHEHHUE B OeNKe: aMHUHOKHCIIOTa apTHHHH (Arg) 3aMeHeHa aMUHOKHUCIOTOH Tpunrodan

(Trp) B mo3unuu 284 B aMUHOKHCJIOTHON TOCIEIOBATEIILHOCTH

VPS4A YKa3blBaeT Ha MYTAHTHBIN I'eH
NM 013245.3 0003HaYaeT MPUMECHEHHYIO peepeHCHYIO MOCIEI0BATCIHHOCTb.

XoTs omMCaHHBIA BapHaHT HA CeTOAHAIIHUN aeHb (2024 r.) sBIseTcs Hanbolee pacpoCTpaHEHHBIM, HO OH HE
enuHcTBeHHBIN. [laTorennsle BapuanThl, Bei3biBaomine CIMDAG cuHIpoM, BbISIBIEHHbIE HA CETOAHAIIHUN AEHD
(2024 r.), U3BECTHBI KAK MHUCCEHC-MYTallMKu. DTO 03Ha4aeT, uTo 0enok VPS4 A BeipabatbiBaeTcs, HO He
(GYyHKIMOHUPYET AOKHBIM 00pa3om. Kpome maToreHHbIX OBLIO BBISIBJIEHO MHOXECTBO JIPYTHX BapHAHTOB B 3TOM
IE€HE ¢ HEU3BECTHOU KIMHUYECKOM 3HAUUMOCTBIO.

Y Unique ecTh oTnenbHas OpoIIOpa, MOCBSIIEHHAs HHTEPIIPETALMU PE3yIbTATOB IEHETUYECKOTI0 aHaln3a.
Bo3moxnbie nposiiaennss CIMDAG cunapoma
3aneprKKa IICHXOMOTOPHOTO Pa3BUTHH
3aneprkka HHTEIUICKTYalIbHOTO Pa3BUTHS
YMEHBIICHHBIH pa3Mep roJOBEI (MUKpOIedais)
AHOManust pa3BUTHS TOJIOBHOTO MO3Ta
CyIOpOXKHBIN CHHIPOM
Huskuit TOHYC MBI TYTOBUIIA(TUIIOTOHUS )
[ToBbINIEHHBIH MBIIIEYHBIN TOHYC B pyKaxX W HOrax (THIEPTOHYC)
Hapyuienue ABUraTesibHbIX HaBBIKOB
3azeprkka peueBoro M sI3bIKOBOTO Pa3sBUTHSI WIIN OTCYTCTBHE PEUr
TpyaHOCTH NTpH KOPMIIEHUH
lacrpoasodareansrsrii pedimoke (I'IP)
3amopsr
[TpoGnembl co 3peHHueM M aHOMAaJIMK Pa3BUTHS IJia3a
Cromarosiorndyeckue 3a00neBaHus
Anemus
YBenuyeHHast IeYeHb U celie3eHKa (TeraToCIIIeHOMETallus)
Bo3morxHa neperpyska Kejne30M W/ He0OXOAUMOCTh B EPETMBAHNH KPOBH
Hapymenue cHa
3amepkka pocTta

Manenbkue pa3Mepbl KUCTEH U CTOI


https://rarechromo.org/media/information/Other%20Topics/DNA%20sequencing%20(whole%20genome%20and%20exome)%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Interpreting%20genetic%20test%20results%20FTNW.pdf

PazBurune

B Pa3BuTHe 0011€ii 1 MeJIKOH MOTOPUKHU

Ha momenT Hanmcanms 6pourtopsl (2024 ron) y Beex merert ¢ CIMDAG cuHnpomom
0TMEYaeTcs 3a/IepiKKa PasBUTHS, KOTOPYIO MOXKHO KIIACCH(HIUPOBATE KaK THKEIYIO.
Pa3BuTne KIITOUEBBIX HABBIKOB, TAKUX KakK, HAIIPUMEP, CIOCOOHOCTh CAMOCTOSITEIIEHO
NIepeBOPAUYNBATHCS, CUIIETh, XOJUTh, UTPATh C UTPYLIKAMH, MOJI30BATHCS CTOJIOBBIMU
npudopamu, 3aCTerMBaTh MOJHUIO M ITYTOBHLIBI, ITOJIb30BATHCS TOPILIKOM, OBIBAET

MOXKET 3HAYHUTENHHO pa3nuyarbesi. HU3KMH MBIIIeYHbIH TOHYC (THIIOTOHHS) TYJIOBHUINA
MIOBBIIICHHBII MBIIICYHBIN TOHYC (THIIEPTOHYC/CIIACTHYHOCTh) B pyKaxX U HOTax —
pacIpoCcTpaHEHHBII CHMIITOM, KOTOPBIi CYIIECTBEHHO OIPAaHUYMBAET ITOIBI>KHOCTb.
PebeHOK MOXXET Tak M He HAyUHTHCSI CAMOCTOATENLHO CUACTh, CTOSITh HITH XOJUTh.

ITo cocrostantio Ha 2024 Tox y Beex aereit ¢ CIMDAG curapomoM Habmromaercs
HapyLICHHE JABUTATEIbHBIX (DYHKIUIL, H3BECTHOE KAK AUCTOHHUS. ITO COCTOSIHUE
XapaKTepU3yeTCs HEPOM3BOIbHBIME MBIIICUHBIMH COKPALICHUSIMU U U3MEHCHUSMH
TOJIOKEHHUS TENa.

Ha paHHMX 3Tanax pa3BUTUSI MHOTHM JIETSIM IIOMOTAIOT TaKHE METOIbI JICYCHUSI U TePaIlH, KaK OPTOIEAMs
(ucmosip30BaHue CIEHUAIBHBIX CTEJIEK, CKOO, IIMH ¥ OPTE30B), pu3ndeckue Harpy3ku, pusuorepanus (OT),
unmnorepanus ¥ rugporepanus. Kpome Toro, CymecTByer psiji BCIIOMOTATEIbHBIX CPE/ICTB MepeIBUKEHHS, KOTOPHIMH
MOTyT nojib30BaThes narueHTsl ¢ CIMDAG cunapomom.

Y Unique ecTb OTIebHBIE OPOIIIOPHI, TOCBAIIEHHBIE TEPANIEBTHYECKUM METO/IaM, IPUYUYEHHIO K TyaJeTy U MPUBUTHIO
HaBBIKOB KOHTPOJIS 32 MOUYEUCITyCKaHHEM U Jie(heKalue.

B NHTe/uIeKTyaIbHOE pa3BUTHE U 00y4aeMOCTh

Bce netn ¢ CIMDAG curapomom (o coctostHAI0 Ha 2024 1011) IMEIOT CHIDKEHHBIH YPOBEHb WHTEIUIEKTYaThbHOTO
Pa3BUTHSL, TSDKEIYIO HHTEIUIEKTYallbHyt0 HepoctatouHocTh (MH) mnu tpyaHoctn B 00ydeHun. OcoOSHHO MOJIC3HBIMH
JUIA HUX MOTYT OKa3aThCsl IPOrpaMMBbl paHHETO BMEIIATeIbCTBA. J{JIs BHIIBICHUS MHIUBU Yy aJbHBIX IOTpeOHOCTEN
pebeHKa peKOMEHIYEeTCsI IPOBECTH O(HUIIHATEHOE 00CIeI0BAHHKE.

Y Unique ecth OTENbHAS OPONIOpA, MOCBSIICHHAS 00pa30BaHKIO U PO(ECCHOHAIBHOMY 00pa30BaHUIO, O0YUCHHUIO U
pabore.

B f3bIK U pe4yb

Hetu ¢ CIMDAG cunzapoMoMm 9acTto (TI0 cocTosTHIO Ha 2024 TOM) CTaTKUBAIOTCS C CEPHE3HBIME 33IepKKaAMH PEUCBOTO
U SI3BIKOBOTO PA3BUTHS, MHOTHE M3 HUX MOTYT HCTIBITHIBATh TPYIXHOCTH C KOOPAMHANNEH IBHKEHUH Ty0, YEIIOCTH U
SI3bIKA, YTO 3aTPYAHSACT NPaBHIbLHOE IPON3HOLIEHNE 3BYKOB (OpaJibHas allpakcusi). Y POBEHb Pa3BUTHS MOXKET
BapbUPOBATh, HO MHOTHE M3 HUX MOTYT TaK M HE HAYYUTHCSI TOBOPUTH

OnpenenuTs KOHKPETHBIE TPYJHOCTH peOeHKa U oA00paTh HHANBHIYANbHYIO IPOrpaMMy 3aHITHI TIOMOXKET JIOTOIIE.
B ciydasix, Koraa peub OTCYTCTBYET MIIM OIpaHHMYEHa BCErO HECKOJIBKMMU CIIOBAMH, BBIPAXaTh MBICIN M TOTPEOHOCTH
MOTYT IOMOYb METOJIbI ANbTEPHATUBHON U fononHuTensHON kKoMMyHuKkaiun (AJIK). K Hum oTHOCSTCS yKa3aTeabHbIe
KECTBI, TUKTOTPaMMBI, KECTUKYIISAIHS, MUMHKA, YIIPOIIEHHBIH KECTOBBIN SA3BIK, & TAK)KE BBICOKOTEXHOJIOTMYHBIE
KOMMYHHUKAIIMOHHbBIE CUCTEMBI (BCIIOMOTaTeIbHass KOMMYHHKAIINSA).

Y Unique ecth OTAENbHAS OPOIIIOPA, MOCBSIICHHAS O0IICHUIO.
m KopmJienue

VY nereit ¢ CIMDAG cuHIpoMOM 4acTo HAOJIIOAI0TCSl TPYAHOCTH IIPH I'PYJHOM BCKapMIIMBaHUH, OJJHAKO OOBIYHO OHHU
MIPOXOAAT K KOHITy MITaJICHYECKOTO MJIM PAaHHETO JETCKOTO Bo3pacTa. M3-3a HU3KOT0 MBIIIEYHOTO TOHYCa MOTYT
BO3HHUKATh CII0KHOCTH C TTIoTaHHuEeM. HekoTopsie MilaieHIIsl COCYT TPYIb ¢i1abo, U Ui Habopa Beca IM MOTYT
MOTPeOOBATHCS BRICOKOKAJIOPHUIHHBIE MOJIOYHBIE CMECH. Y MHOTHX JeTel Takke HaOMoaeTcs TacTpo330¢areanbHbIid
pedmroke (I'DP), mpu KOTOPOM MHIIA IBHXKETCS TI0 MUIIEBOY B 00paTHOM HampaBlieHWU. B TakoM cirydae MOXeT
oTpeOOBATHCS JICUEHUE, KOTOPOE COCTOHT U3 IMPABIIIFHOTO TIOJI0KEHHUS pebeHKa IpH KOPMIICHHH, TpHeMa
JIEKapCTBEHHBIX IPENapaToB U MUIIEBHIX J00aBOK. B HEKOTOPHIX Cirydasx MOXKET MOHAOONUTHCS YCTaHOBKA
HazoractpansHoro 30812 (HI'3) — cnenunansHo TpyOKH, MPOXOIAINEH yepe3 HOC IPSAMO B JKEIYA0K, 4epe3 KOTOPYIO
noJiaeTcs NHIIa. AJbTEPHATUBHOM MOXET CTaTh YpeCKOXKHasl IHAOCKonHMYeckas racrpocromust (U9I) — ycranoBka
TpyOKHU yepe3 CTEeHKY OpIOIIHOMN ITOJIOCTH HETTOCPEACTBEHHO B JKeITyJOK. Taroke OblM 3aMKCHPOBAHBI CIIy4an
acnypalnyuy — MoNaJaHus KHUJIKOCTHU, MUY WIN CIIOHBI B AbIXaTEIbHbIEC IIyTH WU JIETKHE.

VY Uniqueectb oTaenbHast OpouIopa, MOCBAIICHHAs KOPMIICHHUIO.


https://rarechromo.org/media/familyguides/English/Therapies%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Education%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education%2C%20training%20and%20work%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Further%20Education%2C%20training%20and%20work%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Communication%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Feeding%20FTNW.pdf

B PocT u Tes10C/10:KEeHHE

BonemmucTBo aereit ¢ CIMDAG cuHapoMoM, KOTOpBIE Ha CETOTHSAIIHUIMA
JieHb (2024 r.) ynoMHHAIOTCS B MEIUIMHCKOM IMTepaType, MMEIOT MEHBIINI
pa3Mep TOJOBHI IO CPAaBHEHHIO ¢ HOPMOH (MHUKponedanns). Y HEKOTOPBIX
Jerei HabIomaeTcs oOIas 3a/iepkKa pocTa, MAJICHbKUM pa3Mep pyK U HOT.

m IloBeaenue

[MToBenenue nereri c CIMDAG cuHAPOMOM OOBIYHO KOPPEIHPYET C UX
YPOBHEM 33I€PXKKH pa3BUTHA. [Ipu 3TOM, OOJBIIMHCTBO JIETEH JOBOJIHHO
KHM3HEPAJ0CTHBIE. Y MHOTHX TaI[IEHTOB HA0JI01aeTCsl HApYILICHNE CHa, 1
HEKOTOPBIE CEMBH HCTIONB3YIOT MEAUIIMHCKUE NPETIApaThl, YTOOBI TOMOYb
JIETSIM 3acHyTbh. Kak mpaBmio, 4eTKui pacropsiioK JHSA, CUCTEMa
OTPaHWYICHUH U MOOIIPEHUH U APYTHE METOABI KOHTPOJIS TOBEICHUS UAYT
JIETSIM Ha 1oJb3y. KpoMme Toro, MOTyT 0Ka3aThCsl yCIIEITHBIMY TOTIBITKH 110
MIPEOIOICHUI0 KOMMYHHUKATUBHBIX M APYTHX CIOKHOCTEH.

YV Unique ectb oTeNbHBIE OPOIIIOPHI, HOCBSIIEHHBIE CJI0)KHOMY TIOBEJICHUIO H CHY.

66
Mg cMmorn BICPBBIC YCTAHOBUTH KOHTAKT C HALIMM CbIHOM, KOI'/Ida OH CTaJI p€arupoBaThb Ha 3a0aBHbIC 3BYKHU U HaAlllK
IIPUKOCHOBCHMUA. Mb1 YBUACIIN, KaK OH yﬂblGaeTCﬂ, a IOTOM JaX€ MOJIyYHJIOCh €TI0 paCCMCUINTD.

B [Tosi0BOE co3peBaHue

Hudopmanus o noxoBom co3peBannn y nereit c CIMDAG curnpomom moka orcyteTByet (2024 1.).

YV Unique ectb oTnensHas OpoImopa, MOCBAIMIECHHAS TT0JI0BOMY CO3PEBAHUIO.

IIpo6aeMsbI co 310pOBbLEM

VY nereii ¢ CIMDAG cuHAPOMOM BCTPEYAKOTCS CIICAYIOIINE MPOOIEMBI CO 3I0POBBEM:
AHOMAIHY Pa3BUTHS FOJIOBHOI'O MO3ra

ITo cocrostamto Ha 2024 rox y mHorux neteid ¢ CIMDAG cuHApOMOM HAOIIOAAIOTCS CTPYKTYpPHBIC aHOMAJIHH MO3Ta,
KOTOPBIE MOXKHO BBISIBUTH C momoInbio MPT (MarautHO-pe3oHancHO# Tomorpadun) uinu KT (koMImbsroTepHOH
ToMorpadun). Becrpeyarores pa3niyHble OTKIOHEHHsI, OHAKO Ha CErOJHSIIHNN eHb Y OOJIbIIMHCTBA ALIUCHTOB
0TMEUAETCsl yMEHbIIIEHHE 00beMa MO3Ta U MOPaKeHUE MO30JIUCTOrO Tela —IIy4Ka BOJOKOH, COSAUHSIONIUX JIEBOE U
IpaBOe MOJIyHIapHs TOJIOBHOIO MO3Ta.

CynoposkHblii CHHAPOM

He Bce netu ¢ CIMDAG cuHIpOMOM CTalIKUBAIOTCS € Cy10pOraMH — BHE3AIIHBIM M HE0)KUJIAHHBIM U3MEHEHHEM
ANEKTPHUYECKON aKTHBHOCTH HEHPOHOB B TOJIOBHOM MO3Te. B Mupe BBISABICHO OYECHB MaJlo CITy4aeB 3a00JICBaHS,
ITOTOMY HEBO3MOXHO OICHHUTH, KAK YaCTO BCTPEUYACTCS 3TOT CUMIITOM. EcIH e cyTOpOKHBIN CHHAPOM BCE KE
MIPHUCYTCTBYET, TO €0 CHMIITOMBI MOTYT Pa3iIYaThCs B 3aBUCHMOCTH OT TOTO, KAKOH y9acTOK (MM YIaCTKH) MO3Ta
OBLIT 3aTPOHYT, CPEIU HUX — BPEMEHHAS AC30PHEHTAIINS, HCKOHTPOJIUPYEMbIC ABHIKCHHS, 0OMOPOKHU ¥ MOTEPS
cozHanus. CyIoporu MOTYT BOSHUKHYTh B JJFOOOM BO3pacTe, a CaMH MPUCTYIBI MOTYT OBITh KaK €IMHUYHBIMU, TaK U
peryispabiMy. Takke, y HEKOTOPBIX MAMEHTOB MOT'YT HAOJIOAATHCS SMUICITHYCCKHIE MTPUTIAJKK CPA3y HECKOIBKHUX
TUTIOB. {7151 ©3MEPEHUS 1 3aMUCH IEKTPUUECKON aKTUBHOCTH MO3Ta MPUMEHSIOT TaKUe METUITUHCKUE UCCIICOBAHNS,
Kak anektposHiedanorpadus (331) u Buneo-snextposHnedanorpadus (suneo-231"). B coduerannu ¢ qpyrumu
METOJIaM{ OHU MTOMOTAIOT OMPENETUTh THTI CYJOPOKHBIX MPHUCTYTIOB.

[Mpuctynsl MOTYT OBITH JOBOJIEHO ITYTAIOIIUM SIBJICHHEM M BBI3BIBATh CEPhE3HOE OECIIOKOWCTBO B ceMbe. CyIIecTBYIOT
pasJIMuHbIe IPOTUBOCYIOPOSKHEBIE Npenapatsl (Hanpumep, «Jlamotpumkuny», «Okckapbazenun», «JleBeTupaneramy,
«Knob6azamy), Ho B Hactosiee Bpemst (2024 r.) HeT KOHKPETHBIX PEKOMEH/IALMH 110 JIEYSHHUIO CYJJOPO’KHOTO CHHIPOMA
npu cugapome CIMDAG. JlekapcTBeHHBIMU IIpenapaTaMy SKCTPEHHOTO Ha3HAUYeHUs SBIIAIOTCS «Jlnazenam» u
«Munazonam». Ecim cy1op0oKHBIH IPUCTYT MPOUCXOUT Y peOeHKa BIIEpBbIE, BA)KHO yOpaTh BCE TPaBMOOIIACHBIE
MIPEAMETHI, HaXOASIINECs MOOIU30CTH, U 00paTUTHCS K Bpauy.


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

CymecTBYIOT CIEAYIOIUE BUABI CYJOPOKHOTO CHHIPOMA!

ATHUIWYIHBIN MaJbIH STHIEITHYECKIN TPUTIATOK: 3TO (POKATHHBIN
SMUICHTHIECKUI MPUIAZOK C HAPYIICHHEM CO3HAHUSI WM TTOBEJCHUS, IPH
KOTOPOM peOEHOK MOXKET Ka3aThCsl pACTEPSHHBIM M HE PearnpoBaTth Ha
MIPOHUCXOJIAIIEE B TEUEHHE HECKOJIBKUX MUHYT.

DNUICITHYCCKUE IPUCTYIIBL: 3TOT THIT IPUCTYIOB, BOSHUKAOIIHMX JAPYT 32
JIPYTOM, XapaKTepeH I MIIAJCHICB B Bo3pacte oT 3 10 10 mecsieB. OOBIYHO
CIIy4arOTCs MOCIIE MPOOYKIACHUS, MOTYT OBITh KaK SPKO BBIPAXKCHHBIMHU, TaK U
€/IBa 3aMCTHBIMH.

Feﬂepanmosaﬂﬂme TOHUKO-KJIOHUYCCKUC MPUCTYTIIbI: TAKUEC MPUCTYTIIbI
BKIIKOYAKOT (ba3y COKpaliCHUA MbIIIL, 3a KOTOpOﬁ CJICAYIOT NMOACPpruBaHus.

MHUOKIIOHHYECKHE TIPUCTYIIBI: TPECTABIAIOT COO0H HEMPONU3BOIBHOE U
BHE3AITHOE COKPAICHNE MBIIII BCETO TeJ1a, OOBITHO PYK MM HOT. Kaxbrit
MHUOKIOHWYECKHH NPUCTYTI JUTUTCS OO CEKyHIbI, MAKCUMYM — CEKYHJY.

MuoToHnYECKHUE TIPUCTYTIBL: XapaKTEPUIYIOTCS HATIPSYKEHUEM MBIIII] TEJIa.

66
HameMy CbIHY 1 10, U IIOCJIC OIICpaluy moMoraia KHO6333M, BCIb 00116
L1
BbI3bIBajla OY€Hb CUJIbHBIC IPUCTYIIbI SITUJICTICHUHU .

I'na3a u 3penne

VY nereii c CIMDAG cunapoMoM 4acTo HabJII0AaI0TCS IPOOJIEMBI CO 3pEHUEM, MTPOSBIAIONINECS B 3aBUCIMOCTH OT
0cOOEHHOCTEH pa3BUTHS. Y OJHOTO MAIleHTa MOTI'YT HaOII0aThCs Cpa3y HECKOJIBKO MpoOieM, CBA3aHHBIX CO 3pEHHEM
i odumM cocrosinueM rina3. Ceituac (2024 1.) 0JHUM K3 CaMBIX paclpoOCTPaHEHHBIX 3a00IeBaHUN SIBIISETCS
KaTapakTa (IOMyTHEHHUE XpycTanuka). Takke oTMeqaeTcs, 4To IeTsM ObIBACT CJIOXKHO yJIeP)KUBATh B3IJIsA HAa 00BbEKTEe
U CJIEJIUTH 33 HUM.

66 o .
PeryssipHo mpoBepsiiite 3peHne peOeHKY: eciii 00HapYKUTCS KaTapakTa, €€ MOMKHO JIETKO YaIUTh C IIOMOIIBIO
HECIIOXKHO# oneparuu.”

Cayx

CIMDAG cuHApPOM Tak)Xe MOKET MOBJIUATH Ha ciyX. MI3BECTHO HECKOJIBKO Cy4YaeB HEMPOCEHCOPHON TYTOyXOCTH,
KOTJla BHYTpEHHEE YXO W/HIH HepB (QYHKIIMOHUPYIOT HE TaK, Kak 00braHO. OnHako y npyrux nereir ¢ CIMDAG
CHHJPOMOM NO00HBIE HApYIIEHHs He HaOII0AaINCh, 1 HOBOPOJKACHHBIE BCET/a YCIIEITHO IIPOXOAMIIN ITPOBEPKY
ciryxa. TpyIHOCTH CO CIIyXOM HCTIBITBIBAIOT HE TaK MHOTO JIeTel, YTOOBI MO’KHO OBLIO YCTaHOBHTH, CBSI3aHO JIN 3TO C
CHHJPOMOM.

VY Unique ectb oTaenbHast Opoltropa, OCBSIIIEHHAs CITyXYy.

66
MBI CMOTJIH BIIEPBBIE YCTAHOBUTH KOHTAKT C HALIMM CHIHOM, KOT/Ia OH CTaJl pearupoBaTh Ha 3a0aBHBIC 3BYKH W HAIIN
”»
MPUKOCHOBEHMSA. MBI YBUIEH, KaK OH YJIbIOAETCS, a TIOTOM JIaKe MOIy4YHIIOCh €T0 PACCMEIIHUTb.

JAbixanue

VY MiIafieHIeB U JeTeil ¢ reHeTHYECKUME OTKJIOHEHHUSIMH Yallle BO3HUKAIOT po0eMbl ¢ abixanneM. OObIUHO C
BO3PACTOM 3TH MPOOJIEMBbI CTAHOBSITCSI MEHEE BhIPQXKEHHBIMHU, XOTSI MOI'YT COXPaHAThCS Ha NPOTSHKEHUH BCETrO ETCTBA.
Taxske 1eTu MOTYT UMETh IIPEAPACIOIOKEHHOCTD K AJUIEPrMUECKUM PEAKLUAM U aCTME, KOTOPbIE UHOI' A
MPOBOLMPYIOTCS pecriupaTopHbiMU HH(ekusiMu. Cpeny NPOYNX HApyIIEHWI MOYKHO BBIJIEITUTh allHOd BO CHE
(IaTOJIOTHYECKUH TUI ABIXaHMS, TP KOTOPOM YEJIOBEK MepecTaéT ABIIIATh BO CHE), a TAKXKE OTHOCUTEIILHO MATKYIO
Tpaxero, YTO MOKET PUBECTH K €€ KOJUIarcy (TpaxeoMasiug).

3anopsl

V nereit ¢ CIMDAG cuHIpoMOM 9acTo OBIBAIOT 3aIIOPEL, YTO MOXKET OBITH CBSI3aHO C HU3KUM MBIIIEYHBIM TOHYCOM,
HEIOCTaTOYHOHN (PU3MUECKON aKTHBHOCTBIO, CKYTHBIM MUTAHHUEM M MaJIBIM IOTpebiIeHneM XuakocTH. EcTh u npyrue
(aKTOpPHI, KOTOPBIE U3YUYCHBI HE 10 KOHIIA. BO3MOXKHBIE TPUYIHHEI 3aII0POB BAYKHO 00CYKIATh C TATPOHAKHOM
MezacecTpoii win BpagoM. OHH MOTYT ITOPEKOMEHI0BaTh M3MEHUTh MUTaHNE peOeHKa WITH MPEIIOKNUTh Pa3MATIYUTEIIH
CTyJNa ¥ cllabuTENbHBIE CPEACTBA. B 0c000 TXKENbIX Coydasx AETSIM Ha3HAYaIN KIU3MBI.

“HpI/I 3aropax u 0oiH B MBIIIIAX HaM OYCHb IIOMOIJIa MAarHe3us. OHa OTJIMYHO CHHUMaJia CIia3MbI. 0


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

Kucru u cronsl

VY nereit ¢ CIMDAG cunapoMoM MHOTAA HaOMoAaI0TCs AehOpMaIiH ITOJIOKEHUS MTANIbIeB HOT U cTon. Hanbonee
3aMeTHas — KOCOJIAIIOCTh. ITO COCTOSIHUE, IIPU KOTOPOM CTOIA BBIBOPAUUBAETCS BHYTPh, a ISTKU MOBEPHYTHI APYT K
IpyTy. Y HEKOTOPBIX JeTeil 0COOEHHOCTH PAa3BUTHS HE3HAUUTEIbHBIC U JIEUCHUS He TpeOyroT. OcTalbHBIM MOXKET
MIOMOYb MaccaXx, OpTe3bl U pu3noTepanus. JleueHne Ha3HAYACTCSI C YI€TOM HHIUBHIYAIbHBIX OCOOCHHOCTEH peOeHKa,
U B psIJi€ CIIydaeB HAWITYUIINM CIOCOOOM MOBBIIICHUS JBUTATEILHON aKTHBHOCTH SIBIIACTCSI XUPYPrUIECKast KOPPEKIIHS.
EcTh HECKONBKO XMPYPTrHUECKHX MPOLENYDP, KOTOPBIE TOMOTAI0T YMECHBIINTD U 3aMEAINTh Ae(opManuio cTom, HO
KaXbli cilydail ”HIUBHUyaJeH, IOATOMY BaXKHO PETYJIIPHO MOCEIIaTh OpToNea.

[
Harm ceia He Mor gABHUTATHCS CaMOCTOATCIIbHO, IMTO3TOMY KaXXJbIC IMOJIr0Aa MbI XOJWUJIU K OPTOINCAY, Y4TOOBI
L1
CKOPPEKTUPOBATH KOPCET U OPTE3bI IJIsI HOT U TCJia.

ITo3BOHOYHUK

Y HEKOTOPBIX JeTeil MOKET BOSHUKHYTh UCKPUBJICHUE TIO3BOHOYHUKA: OOKOBOE (CKOJIHMO03), FpyaHOro oTaeina (kuho3)
WK coYeTaHue 00oux ciaydaeB (kudockonuos). s netei ¢ reHeTHYeCKUMU 3a00JICBaHUSIMU 3TO HE PEAKOCTh. B aTHx
CIIy4asix MOXKET MOMOYb (PU3MOTepanus ¥ yIpakKHESHUsI, OJTHAKO WHOTIAa TPEOyeTCs MO ICPKUBAIOIININ OaHIaX UK
JlaXke orneparus.

3yonb1

V nereil ¢ reHeTHYECKUMHE 3a00JICBaHNSIMA O4Y€Hb YacTO HAOJ0AAI0TCs TpoOIeMsl ¢ 3ybamu. PoanTenu aereii ¢
CIMDAG cuHIpOMOM ONMHUCHIBAIM MHOTO Pa3HBIX CHMITOMOB, CpPEAM KOTOPBIX MO3HEE Ipope3bIBaHue 3y00B, UX
CKYYEHHOCTb, CKPEXKETaHHE, C1abast 3Mallb, KHCTHI TPOPE3bIBAHMS U A3BbI Ha JAecHax. UTOObI CHU3UTh PHUCK
BO3HHMKHOBEHHS OCJIO’KHEHUI, CBSI3aHHBIX C KAPUECOM U 9pO3HEH SMalli B Pe3yIbTaTe CKPeXKETaHus, He0OX0IUMMO
BBICOKOE Ka4eCTBO OKa3aHHsI CTOMATOJIOIHYeCKHUX yciIyr. Kpome Toro, 1eTu 1 B3pociible MOTYT BOCHOIb30BAThCS
CHeLUaIM3UPOBAaHHBIMHU CTOMATOJIOIMYECKUMH YCIIyraMu B OOJIbHUILIE, TAK)KE MOXKET TOTPEOOBATHCS JIeUEHHE T10]T
00IINM HapKO30M.

VY Unique ectb OTAENbHBIE OPOLIIOPHI, TOCBAIICHHBIE YXOIy 32 3y0aMu peOeHKa U OCHOBHBIM ITpo0JeMaM ¢ 3y0amH.
KpoBooOpamenue

Hecxompko cemeii coodmmanu o Tom, uro y aereit ¢ CIMDAG cuHApOMOM HAOIIOAAIOTCS TIPOOIIEMBI C
TepMOpETyYJISIIHeH Tena 1 KOHEYHOCTeH. PyKu M HOTH 4acTO OYEHb XOJIO/HbIE, MHOTA KOXKa MpUoOpeTaeT CHHUHN WIN
¢uosneroBbiit OTTeHOK. OCOOSHHO 3TO 3aMETHO MOCJIE MEPHOI0B HEMOABHKHOCTH, HAIIPUMED, TIOCIIC YTPEHHETO
npodyxaeHus. KpoBooOpariieHre MOXKET yIydIIaThCst C BO3PACTOM M MPU MOBBIICHUN (HU3UUCSCKON aKTUBHOCTH.

Ileuenn

Y HEKOTOPBIX JeTell MOKET Pa3BUTHCS KEINTyXa — COCTOSHUE, TP KOTOPOM KOKa U OEJKH I1a3 (CKIIEPHI) CTAHOBATCS
KENTHIMHU. JTO MPU3HAK HAPYIICHHUS PaOOTHI IeUeHH. Y HOBOPOXIEHHBIX YacTO OBIBACT XKENTyXa, HO Y JICTEH C
CIMDAG cuHApOMOM OHa MOXKET IPOAOKATHCS JOJIbIIE U MPOSBIATHCS Yalle, YTO MOXKET CTaTh IPUUUHOMN
COCTOSIHUH, OTIACHBIX JUIS HU3HH. [[OBBIIIICHHBIH yPOBEHb OMITHPYOHHA Y HOBOPOXKIEHHBIX MOXKET IPUBECTH K
MOBPEXKICHHUIO M0o3Ta. Jleuamuit Bpad mpeJIoKUT IUTaH JICYCHUS B COOTBETCTBHU C YPOBHEM OMIHPYOHHA, UTO
MTO3BOJIUT U30EKATh CEPHE3HBIX TTOCIEACTBUH STOTO OTKIIOHEHUS.

AHemMus

Ha cerogusmamii nens (2024 r.) y HekoTopsix gereit ¢ CIMDAG cuaapomMoM HaGMIOar0TCS N3MEHEHNS B aHAJIH3E
KPOBH, KacCaloIINeCs IPUTPOLIUTOB (TEMOJIUTHYECKAsI aHEMUS, AU3IPUTPOIIOA3) U/ UK YBEINUYCHHE CeJIe3EHKU
(crutenomeranus). Ecnu anemust npotekaet B TSOKENOH opme, MOoTpeOyroTCs peryiIsspHbIe epeInBaHMs
SPUTPOLMTAPHOIN Macchl, HAPUMED, Pa3 B MECSII WIIM KaXKble HECKOJIbKO MecsleB. Hapymenne obpasoBanus
SPUTPOLUTOB (JIU33PUTPOII0I3) M UX HedPPeKkTHBHOE 00pa3zoBaHue (HeI()(HEKTUBHBIN IPUTPOIIOI3) MOTYT CTaTh
NIPUYMHOM N30BITKA JKeNe3a B OpraHu3Me, HECOM3MEPHUMOTo ¢ KOJIMYECTBOM IepesinBaHuil. B Takux ciydasx ams
JIeYSHNUS! UCTIOJIB3YIOT IIpenapaThl, Ha3bIBaEMbIC XeJaTopaMu kesesa. [Ipi mocTaHoOBKe uarHo3a peKOMEHAYETCs CAaTh
o0mwmit ananuz kposu (OAK), B TOM 4ncIie Ha KOJIMYECTBO PETUKYJIONHUTOB. KpoMe Toro, HE0OX0aMMO perysipHO
MIPOBEPATH YPOBEHb JKell€3a, HalPUMeEp, OJUH Pa3 B IO, HAUMHasl ¢ BO3PAcTa OJHOIO roja.


https://rarechromo.org/media/familyguides/English/Teeth%20Common%20Concerns%20FTNW.pdf

Hackoabko pacnpocrpanedr CIMDAG cunapom?

CIMDAG cunagpom BcTpedaetcs KpaiiHe penko. B HacTosmee Bpems (2024 1.) B MEAUITMHCKO TUTEpaType OMHCAaHO
MeHee 10 ciydaeB 3TOro CHHAPOMA, XOTS H3BECTHO, YTO OH BCTpeyaeTcs ropasno Jaie. Bo3MokHO, KOJIMIECTBO
JMAarHOCTUPOBAHHBIX CITy4aeB YBEIMYUTCS C POCTOM OCBEAOMIIEHHOCTH M JOCTYITHOCTH I'€HETHYECKUX UCCIICAOBAHHIA.

ITouemy Tak nmpoucxoaut?

[Tpu 3auartum renernyeckuit Mmarepuan poaurenei (JJHK) xomupyercs B siilieKIIeTKY U CIIEpPMaTO30U, TIPH CIIUSTHUN
KOTOPBIX (hOPMUPYETCS 3UTOTa U Pa3BUBACTCS IMOPHOH. MeXaHH3M KOIMPOBAHUSI TeHETHYECKOI0 MaTepHraa
HECOBEPLIEHEH, [I03TOMY B FEHETUYECKOM KOJIE I€TEel MOTYT BO3HUKATD CIy4yailHble MyTaluu, KoTopbix HeT B JJHK
pomuternei. To He CBA3AaHO C MUTAaHUEM, OKPYXKAIOIIEH CpeIor M 00pa3oM KHU3HH poauTeseil. BombImimHCTBO Takux
n3MeHeHui B ctpykrype JJHK He npuBozsT k ssBHbIM nocnenctBusM. Ho B pekux ciiydasix OHM MOTYT IPUBECTH K
mpo0JieMaM co 30pOBBEM HITH MOBJIHATH Ha pa3BUTHE peOeHKa. Eciam mono6Hble cirydaiiHble H3MEHEHHS 3aTPOHYT
¢ynkuumio reHa VPS4A, Torna pedbenok pogurcs ¢ CIMDAG cuanpomom. Bo Beex cirydasik, BRISABICHHBIX HA MOMEHT
HanucaHus Opormrtops (2024 T.), 32 UCKITIOYCHUEM OIHOTO, TCHETHYECKOE U3MEHEHHUE TIPOU30IILIO CIYYaiHO (TaK
Ha3blBaeMoe «de novoy). ITo 03HauYaeT, 4TO B CeMbe HAOII0JaeMOro MalMeHTa U3MEHEHHE IIPOU30LILIO BIEPBLIE.
BaxxHO MOHMMATh, YTO B 3TOM HET HUYbEH BUHBI: POJUTENIH HE HECYT OTBETCTBEHHOCTH 33 TEHETHUECKUE U3MEHEHHUS,
KOTOpPBIE BO3HUKIHN Yy JeTeil.

Mo:xeT JiM 3TO NOBTOPUTHCSI?

Ha cerogusmamii genws (2024 1.) moutn y Beex nanueHToB ¢ CIMDAG cuHIpOMOM reHeTHdecKre N3MEHEHUS
BO3HUKIH de novo. JTo 3HAYHT, YTO M3MECHEHUS B reHe VPS4A4 He ObUIM YHACIIEIOBAHBI OT poauTeneil. TakuM oOpaszom,
BEPOSITHOCTD POrKAeHHs emle onHoro peoéuka c CIMDAG cuHapoMoM, Kak mpaBuilo, coctaBisieT meHee 1%. OnHako
HEOOJIBIION PUCK BCE-TaKH CYIIECTBYET, 3TO CBA3aHO C PEIKUM SBJICHUEM IOJ Ha3BaHUEM «MO3aUIU3M KIIETOK
3apOJIBIIIEBOI TMHUNY. B 3TOM cilydae poaAnTeNns SBISETCS HOCUTENIEM ITeHEeTHYECKOTO U3MEHEHHSI, HO OHO OTPaHUYEHO
JIUIIB HEKOTOPBIMH AHIEKIeTKaMHU WIIH KJIETKaMH criepMbl. ClieJJoBaTeNIbHO, TEHETHYECKOE U3MEHEHHE HEBO3MOKHO
BBISIBUTH C MIOMOIIBIO aHAJIN3a KPOBU POJUTEICH.

Y Unique ecth kpaTKas OpoIiopa, MOCBAIICHHAS MO3aUIH3MY.

Ha cerogasmawmii gens (2024 r.) mums y ogaoro pederka ¢ CIMDAG cuHAPOMOM BEISIBIIEHO TOMO3HTOTHOE
HW3MEHEeHHE TeHa. JTO 03HAYaeT, 9To OBUIH 3aTPOHYTHI 00e Komwu reHa VPS4A4. Y oboux poauterneii ObLI BEISIBICH
BAapUaHT B OAHOMN U3 Konuil reHa VPS4A4, olHaKO 3TO U3MEHEHHE HE OKa3aJl0 Ha HUX HUKAKOT'O BIHUSHHUSA.

UtoObI O1IeHUTH pHCK poxaeHus pedbéaka c CIMDAG cHHIpOMOM, CEMbS MOXKET MPOKOHCYITBTHPOBATHCS C
KJIMHUYECKUM T€HETHKOM MIJIM KOHCYJIBTAHTOM 10 TeHETHIECKUM BOIIPOCAM.

VY Unique ectb OTAENbHBIE OPOLIIOPHI, TOCBAIIEHHBIE TUNIAHUPOBAHUIO CIIEYIOIIET0 pedeHKa, MPEeHATAIbHOMY
TeHEeTHYECKOMY TECTHUPOBAHHIO U AUATHOCTHUKE, KOHCYJIbTAIlUM y Bpada-TeHeTHKa U MOJIAePIKKe OpaTheB U cecTep
JieTelt ¢ peIKUM IeHEeTHIECKUM 3a00IeBaHUEM.

IMopnaercst 1u CIMDAG cungpom Je4eHUI0?

CI/IHI[pOM HE MOAAACTCA JICHCHUIO, TOCKOJIbKY 'CHCTUYCCKHUE NU3MCHCHUSA MMPOUCXOIAT €€ Ha CTaAUN (1)OpMI/Ip0BaHI/IiI u
pa3BUTHA 1JI0J44. Tem ne MCHEC, 3Hasd AWarHo3, MOXXHO Ha4aTb Ha6J'IIOI[eHI/I€ n HOZ[O6paTL OAXO0AAIICE 06CJ'I€,Z[OBaHI/I€
Ha paHHEM JTalle pa3BuTUA, 4TOOBI TOMOYb pC6CHKy IMOJHOCTBIO PACKPBITH CBOI nnoTeHuual.

TepaneBTuquKue PEKOMEHIAUH

Hetu ¢ CIMDAG cuHAPOMOM JOJDKHBI HAXOJUTHCS 0] HAOJII0CHHEM MHOTONPO(UIbHOM KOMaH 16! Bpaueii. B eé
COCTaB JIOJDKHBI BXOJUTH Bpau-TEHETHK U ICTCKUI HeBposior. CrenuanucTsl OyayT CIeIUTh 3a pa3BUTHEM peOCHKA
OTMEeYaTh U3MCHEHUS B €r0 TIOBEACHUH, a TAKIKE OKAXKYT ONTHUMAIHHYIO TIOMOIIH TOCPEACTBOM (hPH3HOTEpaInHy,
JIOTOTIEAMIECKOTO JICUCHUS U, TIPH HEOOXOAUMOCTH, ITOBEICHUCCKOW Tepanuu. [Ipy MosBIIeHNH PU3HAKOB aHEMUH HJIH
remoun3a (OJIeTHOCTB, KeITyXa, YIAaIOK CHI WIH U3MCHEHHUS B O0IIEM aHAIIN3e KPOBU/KOJMIECTBE PETUKYJIOIUTOB)
pEeKOMEHAyeTCs 00paTUTHCS K JETCKOMY TeMaTOJIOTy JUIs 00CIICA0BaHIS M HEOOXOJMMOT0 JieueHus. Taxke ciemayer
HaOIroAaThCs y 0(hTaIbMOJIOTa, HAUYMHAS C TIEPBOTO TO/1a )KH3HU U JJAJIee B COOTBETCTBUU C PEKOMEHIAIMSIMA Bpayva.

HpOBO}]ﬂTCH JIM Miccjae10BaHUS HOBBIX METOAOB JieueHUus CIMDAG cunapoma ?

I'enernueckoe n3menenue, soizpiBatomiee CIMDAG cunapom, BiuseT Ha (GOpMHPOBaHNE TOJIOBHOTO MO3Ta U JIPYTHX
yacTel Tena emie 10 poxaeHus. Takum oOpazom, faxe B OyAylieM HOIHOE H3JICYEHHE MAJIOBEPOSITHO, IIOCKOJIBKY K
MOMEHTY OCTaHOBKH JTMarHo3a Mo3r yxxe chopmupoBas. Tem He MeHee, HCCIIeIOBaHMS 110 YITyUYIIEHHIO METOI0B
nedeHus pasnuusbix nposisieHnit CIMDAG cunapoma, Hanpumep, SMUIESICHH, IPOI0JIKAIOTCS.


https://rarechromo.org/media/information/Other%20Topics/Mosaicism%20QFN.pdf
https://rarechromo.org/media/information/Other%20Topics/Planning%20your%20next%20child%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Prenatal%20genetic%20testing%20and%20diagnosis%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/Prenatal%20genetic%20testing%20and%20diagnosis%20FTNW.pdf
https://rarechromo.org/media/information/Other%20Topics/A%20Clinical%20Genetics%20Appointment%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Supporting%20Siblings%20of%20Children%20with%20a%20Rare%20Genetic%20Condition%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Supporting%20Siblings%20of%20Children%20with%20a%20Rare%20Genetic%20Condition%20FTNW.pdf

HUcTounuku

Wndopmanus, npencrapieHHas B JaHHON OpOIIOpe, OCHOBaHA Ha JaHHBIX U3 OIMyOIMKOBAaHHON MEIUIIMHCKON
JUTEPATyphl U OIBITE WIeHOB opranm3anun Unique. B 2024 roxy B rpymme Unigue cocTosuti 3 4eioBeKa ¢ CHHAPOMOM
CIMDAG. AHHOTaITNH WM OPUTHHAIBI CTaTeH MOXKHO HAHTH B MHTEPHETE B 0a3e TaHHBIX MEIUIIITHCKUX U
ouonormueckux myonukanuii PubMed o nepBoMy Ha3BaHHOMY aBTOPY U JaTe ITyOIMKaIuu
(https://pubmed.ncbi.nlm.nih.gov/).
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MpucoeauHsaiTecb k coobwecTtBy Unique, 4To6bl NOJIyYUTb AONOJIHUTENbHYIO MHOpPMaLMIO,
NOMOLLb M KOHTaKTHbIe fJaHHble CeMeil C NOX0XXUMU UCTOPUAMM.

https://rarechromo.org/join-us/

Unigue — 310 6naroTBOpuUTEsNIbHas HErocylapCTBEHHas! opraHM3aLms, hMHaHCoBast NoAAep)KKa KOTOPOW
OCYLLECTBIISIETCS 3@ CUYET MPAHTOB U MOXEPTBOBAHMIN. ECIM ¥ Bac eCTb BO3MOXHOCTb, MOXasyicTa, caenanTe
MoXXepTBOBaHMeE Ha HalleM oduLmManbHOM caTe: www.rarechromo.org/donate

Cnacnbo, 4To nomoraete HaM noMorats!

Caitbl 1 rpynnbl B Facebook*:

Facebook: VPS4a-mutation
https://cimdag-syndrome.de

[aHHas bpoLutopa He ABMAeTCA NOMHOLEHHOW 3aMeHON NpodeccmoHanbHoM MeaULIMHCKON KOHCYnbTauun. Mo BceM
BOMpocaMm, KacarLMMCH reHeTMYECKON QUarHOCTUKM, CUMMNTOMOB M UX NeYeHns, obpalanteck K
KBanMuUUMpoOBaHHbIM MEQULMHCKUM creumanucTaM. Hayka o reHeTUYeCcKux HapyLUeHUsAX pa3BnuBaeTcs
CTPEMUTENBHO, U, XOTA MHOpMaLMs, NpeacTaBneHHas B OpoLUope, CHMTaeTcs CaMon akTyanbHON Ha MOMEHT
ny6nuvkaLmm, HEKOTOpble AaHHbIE CO BPEMEHEM MOTYT U3MEHUTLCS.

ABTOpbI 6poLutopbl — EBa LTanan-Knok, 4OKTOp MEOULIMHCKMX HayK, MarucTp Hayk, IHCTUTYT aHatoMum 1 KneTo4HOWN
6uonorun, MeguunHckun yHuBepcuteT Mapauensbca, 3anbubypr; goktop Tobuac BuHTep, AeTckuin HeBpOor,
TpayHwTawH, Nepmanus; Teogocus A. Kanda, goktop meguumHel, PhD, npodeccop neamatpuu, VIHCTUTYT paka u
3aboneBaHu Kposu, [leTcknii meanumHckuii LeHTp LinHumHHaTth, CLUA; 6narotBoputensHas opranu3aumsa Unique
(AP).

Bepcua 1 (AP)

[MepeBoa BbINoNHeH B pamkax MexayHapoaHOro ctyaeH4Yeckoro BorioHTepckoro npoekta Unique. Kypatop
nepeBoAYecKoro npoekta — Hatanbs BuktopoBHa HevyaeBa, goueHT kadheapbl nepesoga PITTY um. A. U. l'epueHa,
Mpe3upeHT Accoumaunm npenogasaTtenen nepesoaa, CaHkT-MeTepbypr, Poccus. MeanumMHCKyo peakLmio
BbinonHunvM OnapuHa Hatanbs BayecnaBoBHa, Bpay-nabopaTopHbI reHeTVK, 3aBeaytoLlas nabopatopuen
untoreHeTunkm LINM FBY3 MockoBckuii KnuHudeckmin Hayunbin LieHTp um. A. C. JlormHosa [3M; Bpay-nabopaTopHbIii
reHeTuk nabopatopun meguumHckon reHetukm ®rbHY «PHUX nvenn akagemuka b. B. Netposckoro», Mocksa,
Poccus n N'ymepoga Jlsiican inscoBHa, Bpad-nabopatopHbIvi reHeTuk nabopaTtopum umtoreHeTvkn LINMM FBY 3 ropoaa
MockBbl « MOCKOBCKUI KIMHUYECKUI HAay4HO-MpakTuieckun ueHTp nmeru A.C. JlormHoBa [lenapTameHTa
30paBooOXpaHeHnsi ropoga MocKBbI»; MIIagLLNA HayYHbIN COTPYAHMK nabopaTtopun mytareHesa ®IBHY Meguko-
reHeTU4eCKnin Hay4Hbln LEHTP umeHn akagemuka H.IN.BoukoBa, MockBa, Poccus. Russian translation 2025 (EV/AP)
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Mpynna noazepXXku Ans poauTenen aeten ¢ Homep B peecTpe 6naroTBopuTebHbIX OpraHn3aLmi
peAKUMU XPOMOCOMHBLIMW OTKIIOHEHUAMN 1110661
OpraHusauus 3aperucTpnpoBaHa B peecTpe PerncrpaumnoHHbiit Homep 5460413

KOMMaHWi AHMMK 1 Yanbca

* Mpuragnexur oprannzaum Meta, JESTE/ILHOCTL KOTOPOV 3anpelyeHa Ha Tepputopmy PO
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https://rarechromo.org/join-us/
http://www.rarechromo.org/donate
https://www.facebook.com/groups/3470551193191525
https://cimdag-syndrome.de/

