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Yto Takoe cunapom bocx—bouncrpri—llada?

Cunnpowm arpoduu 3purensHoro HepBa bocx—borcrpei—1llada, Takke nzBectHwiil kak CBBI, —

3TO pelIKkoe TeHETHIECKOe 3a00IeBaHNe, CBSI3aHHOE C HApYIIEHUEM 3PEHHUS, 3aJeP>KKOH Pa3BUTHS,
CyIOpOTaMH WJIHU DTHIICTICHEH W WHTEJUIEKTyaIbHOW HEeJIOCTAaTOYHOCTHIO0. [IpH3HaKy TeHeTHIeCKuX
3a00JIeBaHNH{, KaK MPABUIIO, Y KAXKAOTO YeJIOBEKa MPOSIBISIIOTCS MO-Pa3sHOMY, IO3TOMY HE00s3aTeNbHO,
yto y Beex nmoaeit ¢ CBBII cuvmmnToMsr OyayT oqHu U Te ke. Jlaxke eciin CHMITTOMBI CXOXH, CTETICHb
WX BBIPKEHHOCTH MOXKET Pa3lIndaThCsl.

Mpuuynnsl pazsutus CbbII

['eHbl — 3T0 OMOJIOTHYECKUH KO, KOTOPBIA UTPACT BAXKHYIO
poiib B GyHKIMOHUPOBAHHUH, POCTE M PA3BUTHUU OpPraHHU3Ma.
Onu coctosr u3 ydactkoB /JIHK u Bxomsr B coctaB
OpPraHU30BAHHBIX CTPYKTYP, KOTOPBIE HA3BIBAIOTCS
XpOMOcOMaMHU. XpOMOCOMBI COJEPKAT FTEHETHYECKYIO
nHpopmannto. OHU HAXOAATCA B KJIETKaX — CTPOUTEIBHBIX
KUpIUYMKaX OpraHu3Ma.

Xpomocoma

CBBII o0ycnoBneH omnpeneIeHHBIMA H3MEHEHUSIMHU
(maroreHHBIME BapHAHTAMH) HYKJICOTHIHON Knerka
nocienoBatensHocT JJHK B rene NR2F1 nnu ytpatoit

(To ecTh nenenueii) onHOM U3 Konuid 3toro rea. NR2F1 —

3TO ab0peBMaTypa OT MOJHOTO HA3BaHUS T'eHa — wieHa 1

rpynisl F mopcemeiicTBa 2 saepHBIX PELENTOPOB (aHTII. —

Nuclear Receptors). 'er NR2F1 pacnonoskeH Ha JTHHHOM

miede (q) 5-i XpoMocoMBI B y9acTke 5015 (cM. prCyHOK). \
4
5-s1 XxpomocoMa
TeH NRZFl
KOPOTKOC IJIICHYO — P JUIMHHOC I1JICHYO — q
NN I,
A A4 |
@ o
3 &84
o T T

B kiteTkax opraHn3ma denoBeKa COJAEPKHUTCS IO JIBE KOMU S5-i XPOMOCOMEI M, COOTBETCTBEHHO, 110 JIBE KOIIMHU T'eHa
NR2F1. CBBIII Bo3HMKAET, KOT/Ia OJ{HA U3 €r0 KOIHIA MOIBEPracTCs M3MEHEHUIO, a BTOpast (PyHKIIUOHUPYET
HOpMaTbHO. CHHIIPOM SIBJISIETCA 2y TOCOMHO-/IOMUHAHTHBIM, IIOCKOJIBKY BCE MapHBIE XPOMOCOMBI Ha3bIBAIOTCA
ayTOCOMaMHU, a TeHETUYeCKre 3a00JIeBaHM, PAa3BUBAIOIINECS TPU N3MEHEHUH TOJFKO OJJHON KOTIHH ayTOCOMHOTO
reHa — JIOMUHAHTHBIMH.

VY Unique ects OT/IeIbHBIE OPOIIIOPHI, TOCBSIIICHHBIE MOHOT€HHBIM 3a00JIEBAHUSM M 2y TOCOMHO-/IOMUHAHTHOMY
nacienosannio (Single Gene Disorders — Autosomal Dominant Inheritance), a Takke generusam

n mukposeneimsiv (Deletions and Microdeletions).

I'eneTnueckoe TECTUPOBAHHUC

Bapuant nocnenosatenbaocty Hykieotu 108 JJHK B rene NR2F1 MO)KHO BBISIBUTB C IIOMOIIBIO CEKBEHUPOBAHUS
(MTOJTHOPK30MHOTO MJIH TIOJIHOTEHOMHOT'0). DTOT e METO MOXKET UCIIOJIb30BATHCS JIJIsl OOHAPYIKEHHS ACTICIUH TeHa
NR2F1, Ho yaile ee yCTaHABIMBAIOT C MMOMOIIBIO IPYrOro THIIA TeHETUYECKOTO TECTa — XPOMOCOMHOTO
MHUKPOMATPUYHOTO aHan3a (Tak, K XMA OTHOCSTCS MaTpUYHAs CPABHUTEIbHASI TCHOMHAs THOpUAM3AIIAST —

array CGH — u aHanu3 oJJHOHYKJICOTHAHBIX MOIUMOP(HU3MOB ¢ uctoibp3oBanueM JJHK-muxpounna — SNP array).

VY Unique ectsb otaensHbie Opomopsl o cekBennposannn JIHK (DNA Sequencing (whole Genome and Exome))
u recrax array CGH (Array CGH) u SNP array (SNP Array).

Hyxkneorunnas nocienoarenbHocts JJHK B rene NR2F1 nyxHa mis cuntesa 6enka NR2F1. D1oT Oenok oueHb
Ba)KEH, ITOCKOJIbKY OH BJIHACT Ha (DYHKIIMOHUPOBAHUE MHOTHX JIPYTHMX T€HOB, OTBETCTBEHHBIX 32 Pa3BUTHE MO3Ta
Y OPTaHOB 3PUTEIHHON CHCTEMBI.


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

Pe3y.]'leaTbI TFr€HETHUIECCKOI'0O TECTUPOBAHUSA

Hwmxke mipeacTaBiieH mpuMep TOTO, KaK MOXKET BBITIIAICTH pe3ynbTaT cekBeHnpoBanus JJHK (mmoaHo3K30MHOTO
win ostHorenomuoro) st reHa NR2F1. C moMoIIsio 3TOro UCClie0BaHus MOKHO BBISIBUTH BAPUAHTHI TEHA.

p.Glul04Gly (E104G) (GAG>GGG): c¢.311 A>G B sk30ne 1 rena NR2F1 (NM_005654.4)

p.Glu104Gly (E104G)

GAG>GGG

c.311

exon 1

NR2F1 gene
NM

VkasbIBaeT Ha H3MEHEHHE B OejIKe — TiIroTaMuHoBas kuciaora (Glu) 3amenena
amuHokucnotoi rmiuH (Gly) B mo3ummu 104 B mocnemoBaTelbHOCTH aMUHOKHCIIOT,
o0Opa3yromux 00K

OsHauaet u3MeHeHue nocienopatensHocT HykineoTraoB JIHK B rene — agenunn
3ameHeH (A) Ha ryanuH (G)

Yka3bIBaeT, YTO H3MEHEHHE MMPOU3O0ILIO B MO3UIKH 311 mapbl ocHOBaHUH

B KOJUPYIOIEH MocIeI0BaTeIbHOCTH T'eHa. B 3ToM MecTe HykJieoTH 1 afeHuH (A)
3aMeHeH Ha HykieoTun ryanuH (G)

VYka3bIBaeT, Kakas 4acTh I'eHa Oblila U3MEHEHa, B JJAHHOM CITydae 9K30H |

O0603HayaeT reH, MOABEPTIIHNACS H3MEHEHUTO
O6o3HavaeT pehpepeHCHYIO TOCIIEA0BATSIIBHOCTh

[IpencraBieHHbIC HIXKE PE3YJIHTAaThl XPOMOCOMHOTI'0 MUKPOMATPUUHOTO aHainu3a (XMA), ¢ moMOIIbI0 KOTOPOTO
OTIPEIEISIOTCS ISTEIUN U AYTUTUKAINH, CBUIETEIIbCTBYIOT O MUKPOJENIEINH B cerMeHTe 5q15 Mexy mapamu
ocHOBaHMi (11.0.) 92,594,997 1 93,569,402:

arr[hgl9] 5915 (92,594,997-93,569,402)x1 dn

arr

hg19

5q15

92,594,997-93,569,402

x1

dn

Amnanu3 ObUT IPOBEACH METOJIOM MAaTPHYHON CPaBHUTENFHON reHOMHON THOpHIN3anN
(array CGH)

I'ernom wenoBeka, Bepcus coopku 19. Ito koHTponbHAs nocienoBarenbHocTh JJHK,

C KOTOPO# COMOCTABJISIFOTCSL HOMepa map ocHoBaHui B ucciexyemoit [JHK. ITo mepe
H3y4YeHHs TeHOMa Y€JIOBEeKa MOSIBIISIOTCS] HOBBIE BEPCUHM COOPKH, IOATOMY HOMeEpa map
OCHOBAHHMM MOTYT YTOYHATHCS. DTO 03HAYAET, UTO PACIIONIONKEHUS Iap OCHOBAHUM
MEHSIIOTCS B 3aBUCHUMOCTH OT BEPCUU COOPKH FreHOMa

M3menenune npou3onuio B cerMente (15 XxpoMocoMbl 5

[Tapel ocHOBaHu# Mexny 92,594,997 u 93,569,402 otcyrctBytot. Ecnu u3 Broporo
YHciia BeIYECTh nepBoe, nonyautcs 974,405 (0,974 M6 unu 974 k6). T0 KOIMUECTBO
OTCYTCTBYIOIIIHUX [1ap OCHOBAaHUM

HNmeetcst ToNbKO OJHA KOMUS Map OCHOBaHMI, a HE ABE — IO OJAHOU Ha KaxAou 5-oi
XpOMOCOME, KaK MOXXHO ObLIO OBl 03KuAaTh. TakuM 00pazoMm, IO pe3ysibTaTaM aHaIn3a
oOHapyXeHa JeIeIus

A66peBuarypa de NOVO («BHOBB BBISIBJICHHBIN» ). DTO 03HAYAET, YTO PE3YJIbTATHI
XPOMOCOMHOT'0 aHAJIN3a POAUTENIECH OKA3aIM, YTO AETCLUHI WIH APYTHX IEePECTPOCK
B yuactke 5015.3 y Hux oOHapyxeHo He 0b110. OueHb MaJIOBEPOSITHO, YTO JICTICIIHS
repeianach 1o HaCJIEJCTBY; BEPOSTHEE BCETO, B CEMbE OHA BIIEPBBIE MTPOSBUIACH

y 3TOTO pebeHKa

mat o3HavaeT, 4To Jenenus Oblia yHacIeJoBaHa OT MaTepH;

pat o3HavaeT, 4To Jenenus Oblia yHaclIeJoBaHa OT OTIA.

Yy Unique €CTh OT/IeNIbHAsL OPOIIopa, MMOCBAIIEHHAS UHTEPIIPETAIINN PE3YJIbTaTOB TeHETHIYECKOTO TECTUPOBAHMS
(Interpreting Genetic Test Results).



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

[Mpuaunoii CBBIII MoryT ObiTh paszubie n3mMeHeHus B reHe NR2F1. Onucanue 3TUX W3MEHEHUH MPUBEICHO B Ta0JIHIIE:

Buja reHeTnueckoro
HU3MECHCHUA

Craencreue

IIpumep oO603HaUeHUSA
reHeTU4eCcKOro N3MeHeHus B
3aKJII0YEeHHH 0 pe3yJbTaTax
reHeTHYecKoro TecTa
(reHoTHII)

Jlenenus rena

OtcyTcTBYET OZlHA TOJIHAS KOIUS FeHa
NR2F1.

chr5:92,594,000-93,569,000x1

Bapuanrt B crapt-ko/10He

Onua u3 xonuii rena NR2F1 me moxer
HCIIOIB30BaThC Ul CHHTE3a OelIKa.

€.2T>G; p.Metl?

MI/ICCGHC-BapI/IaHT WX UHACTT
0e3 CABHI'a paMKH CHUTBIBAHUA

(ACH)

OmHa aMUHOKHUCIIOTA (CTPOUTEIIBHBIN
ook 6enkoB) B Oenke NR2F1
3ameHsieTcs Apyrou. Munen
pacmnpoBbIBaeTCS KaK «MHCEPITUS-
JICJICLIUsD, TO €CTh BCTaBKa

WJIH BBITIAJICHUE OCHOBaHUMN

B nocaeaoBaTeabHocTH TeHa. JJC/]
os"avaet JIHK-cBs3pIBaromuii JoMeH,
cnennpuuecKuil QyHKIMOHATBHBIH
yuacTok Oenka NR2F1

€.425G>T, p.Argl42Lys

MucceHc-BapHaHT WA UHJIEI
0e3 caBUra paMKH CUUTHIBAHUS
(npyroe n3MeHeHMe)

Onua amuHokuciiora B 0eiaxe NR2F1
3ameHsieTcs Apyrou. «JIpyroe
H3MEHEHHE» 03HAYaeT N3MEHEHHE
BHe yuacTka JIHK-cBs3bIBatoniero
momena ([ICJ1) oenka.

€.661G>A; p.Glu221Lys

Honcenc-Bapuanr

[Mpexpammaercs npomecc cuHTe3a Oenka
NR2F1 w/unu pazpymaercs PHK
(mpoMekyToYHasi MOJIEKYJIa B TIpoIiecce
cUHTEe3a Oelika).

¢.1050C>A; p.Cys350*

WNHpen co cABUroM pamMKu
CUMTBLIBAHUS

Konupyromas mocinenosarenpaocts JJHK
resa NR2F1 cmermaercs 3a cyeT BCTaBKU
WJIM BBITIQJICHUS OJTHOT'O MIIM HECKOIBKUX
OCHOBAaHHH («KUPITUIUKOBY, U3 KOTOPBIX
ctpoutcs JJHK). Cunres 6enka NR2F 1
OCYIIECTBIISIETCS MTPH HEBEPHOI
MTOCIIEZI0BATEIIFHOCTH aMUHOKHCIIOT

WM TIPEKPAIaeTCs TPAHCIISALUS Oelka
u/unu pazpymaercst PHK.

€.291delC; p.Tyr98Thrfs*21




KakoBb!l kiinHnyeckne nposiiaenus u cumnromsl CHBII?

Kak u mpu MHOTHX JpyTHUX TeHETHYECKUX 3a00eBaHmsX, Y AeTed U B3pocibix ¢ CBBIL MoryT nposBusiThCs
pa3HooOpa3Hble CUMIITOMBL. [1o Mepe yBennueHuns yncia TMarHoCTUPOBAHHBIX CIIy4aeB Cpelu AeTeil

W pacrnpocTpaHeHus1 HHQOpMaLnH, KapTHHA CUMIITOMOB, KITMHUYECKHUX MTPOSIBICHHH, BO3MOKHOCTEH U OrpaHUYCHUH
OyzmeT cTaHOBUTBCA OOJiee YETKOH, a BEPOATHOCTD MOSIBICHHUS TEX MM WHBIX CUMIITOMOB Y Ka)KI0T0 KOHKPETHOTO
YeJIOBEKAa — YTOUHATHCH.

OcHoOBHbBIE MPOsIBJICHUS CUHIPOMA

K cumnromam CBBI y gereit oTHOCsATCSA:

3anepkka B pa3BUTHH
WuTennexTyanpHas HEAJOCTaTOYHOCTD (OT JIETKOH 0 TIyOOKOM CTEeTIeHH) MITU TPYAHOCTH B 00yUeHHN
Hapy1enus 3penust:
[loBpexnenne HepBa, KOTOPHIH MMOAAET CUTHAIBI OT IIa3a K MO3Ty (aTpodus 3puTeTsHOTO HEPBA)
HenopasButre 3putenbHOro HepBa (TUIMOIUIa3Hs 3PUTEILHOTO HEpPBa)
[loBpexaenne y4acTKOB MO3Ta, OTBEHAIOIINX 32 00paboTKy BH3yanbHON HH(pOpManuy (KOPKOBOE HApYIICHHE
3peHusI)
CHuxeHre BRIpaOOTKH MITH ITOJTHOE OTCYTCTBHUE ciie3 (AlaKpHMHuSI)
HenpowusBonbHoe ABMKEHHUE TI1a3 (HUCTArM)
IToBTOpstOIIEECA TTOBEIEHUE
PaccrpoiicTBo aytuctiueckoro crekrpa (PAC)
3anepiKKa peyeBOro U S3bIKOBOTO PA3BUTHUS MM OTCYTCTBHE PEUH
Hapymenne ¢hyHKImn riiotanus (OpabHO-MOTOPHAS AUCHYHKINS)
Hwuzkuit MpIIeyHpIit TOHYC (THTTOTOHYC)
CyIOpOXKHBIN CHHIPOM WM SMHJICTITHYECKUE MIPUTIAIKH, BKITIOYasi MHPAHTUIILHBIE CTIa3Mbl U CYI0pPOTH,
BBI3BaHHBIC MOBBIIIICHHOM TeMIepaTypoii ((peOpHIIbHbIC)
Cunnpom nedunura BHuManus u runepakrusHoctd (CABI)
Hapyenus cioyxa

I[pyrne BO3MO’KHBIC ITPOABJICHUS :

Jlerkast acumMmeTpus 1uua
HcroHueHne myyka HEPBHBIX BOJIOKOH (MO30JIMCTOTO TeJa), COSAMHSIIONIETO ABa MOyIapHsi TOJIOBHOTO
Mo3ra

Knuanveckue nposisnennst CBBLL moryT ObITh
Ppa3zHoOOpa3HBIMU, U HE KaXK]IbIl YEIIOBEK CTOJIKHETCS
CO BCEMH MePeUnCIIEHHBIMUA cuMIiToMamu. Kpome Toro,
CTENEHb UX BBIPAXKEHHOCTH Y PA3HBIX JIIOAEH TOXe
otnuyaercs. Te, y KOro H3MEHEHHE TMPOU30IILIO

B nocienoBarenbHocTH JJHK-cBs3bIBaromiero jomena
(JACJII) rena, ctankuBaroTcs ¢ 6011ee Cepbe3HBIMU
CHUMIITOMaMHU 110 CPABHEHHIO C TEMH, Y KOTo Oblia
BBISIBJIEHA TTOJIHAS JeJelus reHa. BeposTHo, 3To
00BsiCHACTCS TeM, 4TO (QYHKLUS OeJIKa H3MEHMIIACH,

a He ObLIa yTpayeHa.




PaszBurue

Kpynnasi 1 mesakass MOTOpUKA

Ha nannbiit MomenT y 6onpimacTBa Aeteit ¢ CBBIL 3adukcupoBana 3aiepxka B pa3BUTUHU pa3Ho# crenend. Yacto
CJIO’)KHOCTH BO3HHMKAIOT C TAKUMH HaBBIKAMH, KaK CIOCOOHOCTD NIEPEBOPAYNBATECS, CUIETh, XOAUTh, UTPATh

C MIPYLIKaMH, II0Ib30BaThCS CTOJIOBBIMH IIPUOOPAMH, 3aCTETUBATh MOJHUIO U ITyTOBUIIBI, I10JIb30BATHCS TyaJleTOM.
Kaxnprit cmydait yaukanen. Kpome Toro, y gereit ¢ ChBIL HabmoaeTcss HU3KHA MBIIIIEYHBIH TOHYC (THIIOTOHYC),
KOTOPBI MOXET OTPa3HUTHCS HA UX OOIIeH NOABIKHOCTH. Y HEKOTOPBIX JA€TEH MOXKET OBITh LIaTKask OXOAKa
(araxcust) wim pobIeMbl ¢ paBHOBecHEM. B OTAeNBHBIX ciydasx peOeHOK HE CMOXKET HayUINUTHCSI CAMOCTOSTENEHO
xoauth. Ha paHHUX 3Tanax pa3BUTHs MHOT'MM AETSAM IIOMOTAIOT OPTONEANIECKHE IPUCIIOCOOICHNUS (ClIelnaIbHbIE
CTEJIbKH, CKOOBI, IIMHBI, OPTE3bI), a TAKKe 3prorepanus 1 Gu3noTepansl.

Ha caiite Unique omy0aukoBaHa oTaeIbHast Opomropa o pasubix Buaax tepanuu (Therapies).

HNHTesnnexkTyajJbHOE PAa3BUTHE U CIIOCOOHOCTH K 00YUYEHHIO

VY 6ompmmmHcTBa Aetelt CBBI compoBoXkaaeTcst HHTEIIEKTYyaTbHONH HEJOCTATOYHOCTHIO WIIH TPYTHOCTSIMH

B 00y4yeHnu. HTeIeKTyanbHasi HEAOCTaATOYHOCTh MOXKET OBITh JISTKOW HJIH TNTyOOKOH, HO Yallle BCero — CpenHeil.
B mporecce oBnaieHns TEMU MM MHBIMU HaBBIKAMU MHOTHE JIETH HYKAAIOTCS B JOMIOJHUTEIEHOM MOMOILH,
0COOEHHO Ha CaMbIX paHHMX dTarax pa3BUTHUs. B HEKOTOPBIX Cilydasix PeKOMEHAYETCS NPOBOAUTH TECTUPOBAHUS
JUTSL OTICHKH MHIMBHIYaJIbHBIX 00pa30BaTE/IbHBIX OTPeOHOCTEH peOeHKa.

VY Unique ecTts oTeIbHBIE OpOIIIOPHI, MOCBsIeHHbIe 00yueHuio (Education) u paismeiiniemy 00pa3oBaHiio
u tpynoycrpoiicty (Further Education, Training and Work).

SI3bIK U pevb

V neteil ¢ CBBIII yacto oTMeuaeTcst onpeAesieHHas CTENEHb 3aIEP>KKU PEUYEBOT0 U SI3bIKOBOTO Pa3BUTHUS; MHOTHE
W3 HUX MOTYT UCTIBITHIBATH TPYJHOCTH C apTUKYIISIUCH (TaKoe sSBJICHNE HAa3bIBACTCS OPATLHON anpakcueil). Y poBHU
peueBOro pa3BUTH, KOTOPBIX MOXKET JOCTHYb KaXKIbIM OTIAENbHBIN peOCHOK, OTJIMYAOTCS; KTO-TO U3 AETeH

TaK U He Hay4UTCS pa3roBapuBaTh. Te, Ubs peyb pa3BUBAETCS, CMOTYT MCIIOJIb30BaTh OTAEIbHBIE CII0OBA, KOPOTKHE
(bpa3sl ¥ IPOCTHIE NPEUIOKEHNUS, @ HEKOTOPbIE 1aKe OBJIA/ICIOT CIIOBAPHBIM 3aI1acOM, 1OCTAaTOYHBIM

IUIs HOAJICPKAHUS TUAJIOTa.

Ha xoHcysbTanmm y Bpaya-iororme/a MOXKHO OMPEACTIUTh KOHKPETHBIE TPYTHOCTH Ka)XJI0ro peOeHKa U pa3padboTarh
WHIWBUAYaIBHYIO IPOrpaMMy 3aHATHil. B Tex cimydasx, Koraa peub OTCYTCTBYET WM CIIOBapHBIN 3arac O4eHb
OTpaHHUYeH, TPUMEHSIOTCS METObI AIbTEPHATUBHON U TOMOIHUTEIbHON KoMMyHHUKauH (A 1K), mo3Bosiomiye
PeOCHKY BhIpa)kaTh MBICIH U TOBOPUTH O CBOMX NOTpeOHOoCTAX. K criocodam AJIK 0THOCUTCS UCITIOIb30BaHUE
CHMBOJIOB, TUKTOIPAMM, MUMHKH, OTJEJIEHBIX )KECTOB MJIM YIPOILIEHHOTO )KECTOBOTO S3bIKA, & TAKKE
BBICOKOTEXHOJIOTUYHBIX KOMMYHHKAIIMOHHBIX CUCTEM.

Ha caiite Unique omy6aukoBaHa OT/ieIbHast OpoIopa, mocBsineHHas HaBbikam ooiierns (Communication).

KopMmienne

ITporiecc KOPMIICHHS MIIAJICHIIEB MOXKET OBITh JOCTATOYHO MPOoOIeMaTHYHbIM. HU3KHUIT MBILICUHBIH TOHYC MOXKET
3aTpyAHUTH Mpoliecc rIoTaHus. YacTo y neTeii ocinablieH cocaTelbHbIN pediiekc, moToMy iisl Habopa Beca

UM OyTyT HEOOXOAMMBI BLICOKOKAIOPUHHBIE MOJIOYHBIE cMecH. Cpeir APYTHX BO3ZMOXKHBIX CIIOKHOCTEH —
acIHparysi, TO €CTh MMOIaJaHKe KHIKOCTH, TUIH WIH CIFOHBI B AbIXaTEIbHbBIC IyTH WITH Jierkue. UToObl 001eryuTh
npolecc KOpMIICHHs peOeHKa, POTUTENISIM PEKOMEHIyeTCs 00paTUTHCS B LICHTP TI0 IPYTHOMY BCKApMIIMBAHHUIO

Y POKOHCYJIbTUPOBATHCSI CO CIICIIHATUCTOM.

VY Unique ects oTaenpHas Opoiiopa, mocssiieHHas kopmiennto (Feeding).

«C TpexMecsi[HOro BO3pacTa MOW ChIH ITOCTOSIHHO 00Jiel MH(EKIUSIMH JbIXaTeJIbHBIX MyTeH, 1 €My CTaHOBUIIOCH
oueHb 10xo0. Korga emy O6bu1 01MH TOJ, €ro 00CIe10BaNIN U BBISICHUIIN, YTO Y HETO MPOOJIeMbI C TIIOTAHUEM.
MBI cTanu KOPpMHTH €T0 Yepe3 Ha30racTpaslbHBIN 30H1. Koraa ceiHy ObLIO OKOJIO ABYX JIET, EMY MPOBEIH
MEePKYTaHHYIO TaCTPOCTOMHMIO, a CITyCTs '0Jl yCTaHOBHINM HU3KonpoduiasHyo TpyOoky MIC-KEY. Co Bpemenem
[JIOTaHHUE YJIyYIIWIOCH, U OH MHOTJA MOT IIUTh U €CTh Y€pe3 POT, HO 3TOT0 ObUIO HEJIOCTATOYHO,

4TOOBI TIOJTHOCTHIO MTEPENTH Ha OObIYHOE TUTaHne». Bospacrt 5,5 ner.


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

IloBenenue

Kak npasuio, netu ¢ CBBI BexyT ce0si B COOTBETCTBUU C UX CTEIICHBIO 3aICPKKH B pa3BuTUH. OOBIYHO OHU
MpeOBbIBAIOT B XOPOIIIeM HACTPOSHHUH. Y HEKOTOPBIX JIETeH TUarHOCTUPYETCS paCCTPOMCTBO ayTHCTUYECKOTO
cnektpa (PAC) uiu HaOMIOAIOTCS €r0 CUMIITOMBI. BeTpeuaroTest ¥ qpyrue NoBeIcHISCKUE PACCTPOMCTBA, BKITIOYAs
cunapoM Aedunmra BHUManus u runepaktTuBHOcTH (CIABI). Kpome TOT0, y HEKOTOPBIX IeTEH MOTYT OTMEUAThCS
HapymieHns cHa. B Takom cinydae 3(h(heKTHBHO TOMOTAIOT MTOCIIEI0BATEIbHBIE PyTUHHBIC AEHCTBUS, OIpEIeIeHNE
Pa3IMYHBIX OTPAaHUYCHUI, TOXBAJIa U BO3HATPAXKACHUE U IPYTUE TEXHUKH YIIPABICHUSI TIOBEICHUEM.

JIyis yIrydIeHus CUTyaluu BaKHO 00 lyMaHHO MMOJXOUTh K PEIICHUIO Pa3HOTO POJia TPYAHOCTEH, BIHSIOIINX

Ha TIOBEJICHHE, B TOM YHCJIE TPYAHOCTEH ¢ KOMMYHHUKAITHUEH.

Ha caiite Unique omyGiuKoBaHbI OTACIBHBIE OPOIIIOPEI 0 TpyIHOCTsIX ¢ moseieHuem (Challenging Behaviour)
u co caoMm (Sleep).

ITosoBoe Co3peBaHue

Nudopmarum o nepuoie monoBoro cozpeBanus y neteit ¢ CHBI e Tak MHOTO. HexoTopsie ponuTenu pereit

C XPOMOCOMHBIMHU HapyIICHUSIMH, UMEIOIIMMH MTOBEICHYCCKUE OTKIOHCHHS U TPYIHOCTUA B 00yUEHHUH, YacTO
00eCIIOKOEHBI CIOCOOHOCTHIO JIEBOYEK CIIPABHUTHCS C MPOOIEMaMy BO BpeMsI MEHCTpyarui. HekoTopeIm IeByIIKam
MOJKET IOTPeOOBATHCS KOHCYJIBTANNS CIEIIHAIICTa TI0 TIOBOAY PETYJIISIIINHI MEHCTPYaTbHOTO IIUKJIA.

VY Unique ectb oTaenbHas Opoliropa, MOCBsIIeHHas 1010BoMy cozpeBanuio (Puberty).

Bo3MoxkHBIE CONYTCTBYIOUIME COCTOSIHUS U 3200/1€BAHUS

VY nexoropeix neteit ChBIL MoxeT conpoBoKaaTHCS IPYTUMH MPoOIeMaMu co 310poBbeM. OHU HaOIIOAA0TCS
HEC Yy BCCX, IOITOMY U JUAIrHOCTUPOBAHLI 6YILYT TOXC HC Yy BCCX.

B AHoMaJuu Pa3BUTHA I'OJIOBHOI'0O MO3ra

Y MHOTHUX JeTeil 0OHapYKUBAIOTCS CTPYKTYPHBIE aHOMAJIUK MO3Ta, KOTOPBbIE MOKHO BBISIBUTH € TIOMOIIbI0 MPT
(MarauTHO-pe3oHaHcHO# ToMorpadun) wm KT (kommbioTepHO# ToMorpadun). Y BcexX 3TH U3MEHEHHS
pa3nmuyaroTcs, Ho OOBIYHO BKIIIOYAIOT B CE€0s MATOIIOTHH 3PUTEIBHON CHCTEMEBI (TIOBPEXKISHUE WITH Mallb(QopMarus
3pUTENBHOTO HepBa (aTpodus 3pUTETFHOTO HEPBa), HICTOHUEHUE TIEPEKPECTa 3PUTENBHBIX HEPBOB (MCTOHUCHHUE
XHa3Mbl)), a TAK)KE€ U3MEHEHHs B OPraHu3aliy Mo3ra (IBYCTOPOHHSISI IEPUBEHTPUKYJISIPHASI TETEPOTONUS —
COCTOSIHME, TIPM KOTOPOM HEHPOHBI HE MUTPUPOBAJIIN K KOPE T'OJIOBHOT'O MO3Ta BO BPEMS €r0 Pa3BUTHS),
MEUH)(bOpMaHI/ISI BBICTYIIOB Ha IMOBEPXHOCTU MO3ra (aHOMaHI/II/I I/I3BI/IJ'II/IH), HUCTOHYCHHUEC HEPBHBIX BOJIOKOH,
COEIMHSIONINX J1Ba MOTyIIApHs MO3Ta (MCTOHYEHHE MO30JINCTOTO Tejla) U yMEHbIICHHE 00beMa OeJIoro BelecTBa)
(Bertacchi 2022).

B CyaopoxHblii CHHAPOM

UYacro y geteii ¢ CBBI ciydaroTcst cy10poKHbIE TPUIIAIKU (BHE3AITHOE U HEKOHTPOJIUPYEMOE U3MEHEHHE
IIEKTPUYECKON aKTHBHOCTH F'OJIOBHOTO MO3Ta). B 3aBUCHMOCTH OT TOT0, Kakue 00JIacTH MO3ra IOPasKeHbI,
CHUMIITOMBI MOTYT Pa3InyaThCs, HO OOBIYHO OHU BKJIIOYAIOT COCTOSIHHE BPEMEHHOTO 3aMeIIaTeIbCTBa,
HEKOHTPOJINPYEMBbIE MOACPTUBAHMS U TOTEPIO CO3HAHMS MJTM I€30PUEHTALINIO. Y Pa3HBIX JETeH OHU MOTYT
Ha4yaTbCs B Pa3HOM BO3pAcTe M OBIBAIOT KaK Pa3OBBIMH, TaK U PETYJIPHBIMU. Y OJAHOTO M TOTO XK€ peOeHKa MOTYT
CIIy4aThCs CyA0OPOKHBIE TIPUMAJAKU HECKOIBKUX TUIIOB. MEeAUIIMHCKHE UCCIEA0BaHuUs, KOTOPbIE UCTIONB3YIOTCS
JUISL U3MepeHus U (PUKCAIIMU UMITYJIBCOB FOJIOBHOT'O MO3ra — 3jiekTpodHIiedanorpadus (33I)

U BuAeoanekTposHuedanorpadus (suneo-231). B couetanuu ¢ ApyruMu UCCIIeOBAaHUSIMH OHH IIOMOTAOT
OTIPEJIETUTH THI CYIOPOKHBIX MPUCTYTIOB.

KOF,Z[a MMpUIag0K CiIy4acTCs BIICPBBIC, HCO6XOILI/IMO cpasy ke YGpaTB BCC TPAaBMOOIIACHBIC MMPEIAMCTHI,
HaxogsAluecda psaaom C pe6eHKOM, u O6paTI/ITLCH K Bpauy.

W3BecTHEI crieytonue TUIBI CYJOPOKHBIX PHUCTYIIOB!

DeOpuiIbHbIE CY0POrH BOSHUKAIOT, KOTJa Y peOeHKa WIIM B3pOCIOT0 NOAHUMAETCS BBICOKAs TeMIIeparypa.
AOcaHC 1M Mabli SMWISNTHYECKUH TIPUTAI0K XapaKTepru3yeTcsa «OTKI0UYEHHEeM» Co3HaHusA. B aTtom
COCTOSTHUH PEOCHOK MOXKET CMOTPETH B OJJHY TOYKY ¥ HEOCO3HAHHO IIPUIMOKHUBATH I'yO0aMu Witk 00JIU3bIBATh
rX. MBIIIIBI BEK MOTYT HEMPOU3BOJIBHO cOKpamiarbest. O0bIdHO abcaHchl ansitcest MeHblie 30 ceKyH[.
ATUnUYHEIN a0caHC MpeacTaBisIeT cO00H COCTOSIHUE, B KOTOPOM PEOCHOK MITA B3POCIBIA BBITIISIIUT


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

pacTepsHHBIM M HHU Ha 9TO HE pearupyeT B Te€UEHNE HECKOJIBKUX MUHYT (OYEHBb OTIIMYAETCS OT THITHYHOTO
abcaHca).

WNHpaHTHIIBHBIC CITa3MbI BO3HUKAIOT Y MIIAJIeHIEB B Bo3pacte oT 3 10 10 mecsueB. Takue cna3Mbl MOTYT
CIIy4aThCs MO HECKOJIBKO pas B JIeHb, Yallle BCEro — B MOMEHT MPOOYKAeHHsI. MOTYT OBITh IPKO

WU c1ab0BBIPAKEHHBIMU.

I'enepann3oBaHHbIE TOHUKO-KIIOHUYECKUE MMPUCTYIIbl HAYMHAKOTCS C PACIPOCTPAHEHUS] aHOMAJIBHBIX
HMMITYJI5COB Ha 00a MoTyIapusi TOJIOBHOTO Mo3ra. CriepBa MPOUCXOIAT JUIUTEIbHEBIE CIIa3MBbl, 3aTeM

OHH CMEHSIOTCS OBICTPBIMH COKPAIEHUSMHA MBITIIII.

I'enepanu3oBaHHbIE MUOKIIOHUYECKNE IPUCTYIIbI XapaKTEPU3YIOTCS HEMTPOU3BOJIBbHBIM U BHE3AITHBIM
COKpAIIIEHUEM MBIIIIII, KaK MPaBUiIo, pyK U HOT. Kaxk b1l 13 MUOKIOHUYECKUX CIIA3MOB JUTUTCS JTOJIIO
CEKYH/Ibl, MAKCUMYM — CEKYHAY.

MuoTOHHYECKHUE TIPUCTYIIBI COMPOBOXKIAIOTCS HAPYIICHUEM CIIOCOOHOCTH MBIIIII PACCIA0IATHCS OCTe
COKpalIeHUH.

MMUOKIOHNYECKU-ATOHUYECKUE ITPUCTYIIbI 3aKII0YAOTCA B HEITPOU3BOJIBHOM U BHE3aITHOM COKPALCHUU
MBIIIIL, 32 KOTOPBIM CJIEAYET CUIBHOE CHUYKEHUE MBIIIEYHOTO TOHYCA HKHUX KOHEYHOCTEH, MPUBOASIIEE
K MAaJICHUIO.

B ['1a3a u 3peHue

AHOMaIIMU CTpOCHHUSI I1a3 1 MpobiieMsl co 3peHreM y aereii ¢ CBBI BcTpewaroTes yacto. Kpome Toro, crmcok
HapyUICHUH JOBOJIHHO OOLIUPEH, 1 Y OJHOTO peOEHKa MOXKET OBITh BBISIBJICHO Cpa3y HECKOJIBKO U3 HUX:

ATpodus 3pUTEIEHOTO HEpBa — MOBPEXKACHUE HEPBA, MTEPEIAIONIET0 BU3YAIbHYI0 HHPOPMAIUIO OT TJIa3
K MO3TY.

brenHplii WM yMEHBIICHHBIN TUCK 3PUTEIILHOTO HEpBa — aHOMAJIHSL, TP KOTOPOH ITyYOK HEPBHBIX
BOJIOKOH, BBIXO/ISAIINX U3 IIIa3HOTO sI0I0Ka, MaJICHBKHIHA U OJIeTHBIH.

KopkoBoe HapyIieHne 3peHusi — COCTOSIHHE, TPH KOTOPOM YacTH TOJIOBHOTO MO3Ta, OTBEYAIOIIINE

3a 00paboOTKy BU3yalbHOH WH(pOpMaIuH, He GYHKIHOHUPYIOT HODKHBIM 00pa3oM.

AMOIMONHS — CHIDKEHHE OCTPOTHI 3pSHUS OJJHOTO I1a3a, BO3HUKAIOIIEE 110 MHOKECTBY npuunH. Ecim
B 3pUTENILHOM TIpoliecce B OOJBIICH CTENCHH 3a/IeHCTBOBAH TOJIBKO OMH IJ1a3, BTOPOH MOXKET CTaTh
«JICHUBBIMY. JIeueHne BKIIOYAET B CC6}I HOIICHUEC OYKOB WJIU IMOBA3KU HAa BEAYIIEM IJ1a3€, LITO6I)I
CTHMYJIUPOBATh PabOTy «JIEHUBOTO».

CrtpabusMm, TakKe U3BECTHBIN KaK KOCOTJIa3Hhe, — ATO COCTOSIHHE, MTPH KOTOPOM Tia3a HaXOAsTCs

B HECUMMETPUYHOM II0JIO)KEHUU OTHOCUTENBHO APYT APYra U3-3a HAPYILIECHHs] CKOOPAUHUPOBAHHON
paboTHI IITa3HBIX MBIIIII.

Hucrarm — OBICTpBIC M HEKOHTPOJIMPYEMBIE ABIKEHHS TJ1a3.

AJNaKpuMHsi — CHUKEHHE BBIPA0OTKH HITU TIOJTHOE OTCYTCTBHE CIIE3.

Muornust — GIM30PYKOCTb.

['mnepmeTponus — 1anbHO30PKOCTb.

B Cayx

V HekortopsIx aerert ¢ CbBI quarnoctupyercs CHIKEHHE cllyXa. BeISIBUTE HapyIIEHUsT MOXHO BO BpeMs
MIPOBEPKH CITyXa MPH POXKACHUH. TyroyXoCTh MOXKET ObITh KOHIYKTHBHOM (€CiIM 3aTpyAHEHO NMPOBEICHNE
3BYKOBBIX CHUTHAJIOB BO BHYTPEHHEE YXO0), HSHPOCEHCOPHOH (eciu HapyIeHbl (PYHKIIUH BHYTPEHHETO yXa,
HaIpUMep, YIUTKH U CIIyXOBOI'O HEPBa, KOTOPBIA OTBEYAET 3a Nepeady 3ByKOBBIX CUTHAJIOB B MO3T')

WY CMEIIaHHOM.

CHIDKEHHE cITyXa MOYXHO KOPPEKTHPOBATH C TTIOMOIIBIO CITYXOBBIX amnmapaToB. [lockobKy ecTh puck
3aJIEPXKKH PEUEBOTO PA3BUTHS, YCTAHOBUTH allapaT CJIeIyeT KaK MOXKHO PaHbIIe, a TPOBOIUTh
TTOCTISTYIONIYIO TEPAITHIO M OKa3hIBaTh PEOCHKY MOIEPKKY HEOOXOIUMO U IOMA, U B IIIKOJIE.

Y HEKOTOPBIX JIeTeil BO3HUKAET SKCCYAATUBHBIN CPEAHHUIA OTHT, IPU KOTOPOM 3a OapabaHHOI NMEPEeTOHKOM
CKaIUTBaeTCst )KUAKOCTh. CHTyanusi OCOOEHHO 3aTpYIHSAETCS, KOT/Ia HapY»KHBIE CITYXOBBIE MPOXOJIbI Y3KHE
Y TIOBBIIIICHA BBIPA0OTKA YITHON cepbl. DKCCYIATUBHBIA CPETHUH OTUT MPUBOJIMT K MTOTEPE CIIyXa
KOHAYKTHBHOTO THNA. OOBIYHO OH JICYUTCS MyTEM BBEJICHUSI TAMIIAHOCTOMHUYECKOH TpyOKH (TpyOKH

JUTSL BEHTWISILIMM CPETHETO yXa) B OapabaHHy10 NEPEOHKY. B OTHenbHBIX cilydasx onepaTuBHOE
BMEIIATEILCTBO MOXET MOTpeOOBaThCs MOBTOPHO. He Bcernia BO3MOKHO BOCCTAHOBHTD CIYX ITyTEM
a’palluy NPOCTPAHCTBA 3a OapabaHHBIMH MEPENOHKAMHU (CPEIHETO yXa), T0O3TOMY MHOTJA B KAYeCTBE
BPEMEHHOM WIIN TOITOCPOUYHON MEPBI UCIIONB3YIOTCS CIIyXOBBIE annaparsl.

VY Unique ects oTrenpHas Opoiiropa, ocBsiieHHas norepe ciayxa (Hearing L0SS).


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

Hackoubko pacnpocrpanen CbBII?

DTOT CHHAPOM BCTpedaeTcst KpaliHe penko. B HacTosmee BpeMs: B MEIMIIMHCKOI JTUTEpaType coo0IaeTcs
npumepHo o 300 ciyyasx namenenus B reae NR2F1. Bo3aM0kHO, KOTMYECTBO THArHOCTUPOBAHHBIX CIIy4aeB OyIeT
YBEIMYUBATHCS] C POCTOM OCBEOMIIEHHOCTH 00 3TOM CHHAPOME U AOCTYIMHOCTH T€HETHYECKUX O0OCIICJOBAHHIA.

IToyemy 3T0 NpoU301LTI0?

Bo Bpems 3auartus renerndyeckuii Mmarepuan poguteneit (JJHK), ckonrpoBaHHbBIN B SHIEKIETKY U CIEPMATO30H I,
00BeAMHAETCS U TEM CaMbIM 3allyCKaeTcs pa3BUTHE HOBOTO oprann3ma. Konnposanue reHeTH4ecKoro Marepuaia
HE BCErJa IPOXOIUT UACAIbHO, TO3TOMY MHOTIa B TEHOTHIIE NETEH BOZHUKAIOT CIIyJailHbIe N3MEHEHUS, KOTOPBIX
et B JIHK poauteneii. 9To ecTeCTBEHHBIN MPOIIECC, HE CBS3aHHBIN C MUTAHUEM POAUTEICH, OKpY KaloIIei cpeaoit
Wi 00pazoM >ku3HH. boipmmHCTBO M3MeHeHuii B cTpykType JJHK HUKak He cka3bIBaloTCs Ha )KU3HHU peOeHKa,
HO MHOTJa OHH MOTYT IIPUBECTH K MPoOIeMaM O 3J0POBbEM MIIH pa3BUTHEM. Eciii u3MeHeHus 3aTpoHyT
¢ynkuuto rera NR2F1, To pedenok poautcst ¢ CEBII. TToutn Bo Bcex cirydasix, BeISIBICHHBIX K 2024 roxy,
TCHETHYECKUE U3MEHEHHsI ObLIH CiTy4aiiHbIMU (€ NOVO), TO ecTh OOHAPYKEHBI B ceMbe BriepBbie. KpaiiHe pemako
MIPOUCXOANT TaK, uTo pazButre CHBII y peGeHka BBI3BIBACTCS IEPECTPOHKON B TEHETUIECKOM MaTepHale
pOAMTENS WU BapuaHT reHa, Bei3biBaroiuii ChBIL, mepenaercst eMy ot ponutens yepes sSHIEKIeTKY

WM CIIepMaTo30u (MMeeTCs TaK Ha3bIBaeMbIi MO3aHMIIM3M KJIETOK 3apOAbIeBOM TuHUH). OZHAKO BaXKHO
MMOHUMATh, YTO B 3TOM HET HUYbCH BHHBI — HH OJHMH W3 POJUTENIeH He BAHOBAT HU B M3MEHEHHSIX B COOCTBEHHOM
crpykrype JAHK, uu B m3menenusx B ctpykrype JJHK cBoero pebenka.

Mo:keT JIH 3TO HOBTOpI/ITbCﬂ?

BeposiTHOCTB TOTO, 4TO €e111e OOUH PEOCHOK POIUTCS C PEAKUM I'eHETHUECKUM 3a00JIeBaHEM, 3aBUCUT OT T€HOTHIIA
poaureneit. [Tourn Bo Beex ciydasx CBBIL, u3Becthbix B 2024 romy, reHETHUECKUE M3MEHEHHsI Tpou3onutu de Novo
(dn). OT0 03HaYaeT, YTO HU y OJTHOTO U3 poIUTEeeH He OOHAPYKIIN TO ke u3MeHeHue B reHe NR2F1, uto u y ux
pebeHka, ¥ He BEISIBIIIM XPOMOCOMHYIO TIEpECTPOUKY, KOTOopas Moriia Obl mpuBecTH K aenennu reHa NR2F1 B
ctpykrype JHK pebenka. Takum 0O6pazom, BEpOSTHOCTE poxkaeHus emie oaHoro pedenka ¢ CEBII oObraHO
cocTaBisieT MmeHee 1%.

OnmHO¥ 13 BOZMOXHBIX MIPUYHH poxkaAeHH BToporo pederka ¢ ChBII moxker craTh peakoe sSiBIEHUE, KOTOPOE
Ha3bIBACTCA MO3aHuIIU3MOM KIIETOK 33p0[lbll[l€BOI71 JIMHWH, O KOTOPOM YIIOMHUHAJIOCH BBIIIC. B sTom clIydac poauTeiib
SIBJIIETCS. HOCUTEJIEM I'€HETHUECKOT0 U3MEHEHHS!, HO OHO MPUCYTCTBYET TOJIBKO B HEKOTOPHBIX SIHIIEKIETKaX

WM CIIEPMAaTO30MAaX, U 110 3TOI MPUYHMHE €TI0 HEJlb3sl BBISIBUTDH C MOMOIIBIO aHAJIN3a KPOBH.

Ha caiire Unique omyb6imnkoBana KpaTkas Oporropa, mocssiennas mosaunimsmy (Mosaicism).

Ka)K,Z[aSI CEMbs MOXCET MMPOKOHCYJIIBTUPOBATHECA C BpaUOM-I'CHETUKOM WJIU CIICHUAIMCTOM B 06J'IaCTI/I T'€HCTUKU
I10 TIOBOJTy BEPOSITHOCTH POKJICHUS elile oaHoro pedoenka ¢ CBBIIL.

VY Unique ecTts oT/IeIbHBIE OPOIIIOPHI, MOCBSIIICHHBIE [IAHUPOBaHKIO cieayiolieii 6epemennoctu (Planning Your
Next Child), npenaransaomy reserndeckomy obcnenopanuto u quarsoctrke (Prenatal Genetic Testing

and Diagnosis), koucynpranuu ¢ BpadoM-rererrkoM (A Clinical Genetics Appointment), a Takke moiepxie
OpaTheB U cecTep JIeTell ¢ pekuM renetTudeckuM 3abonesannem (Supporting Siblings of Children with a Rare Genetic
Condition).

Mosxkuo gu BpL1eunts CHBII?

Bouteunts CBBIL HEBO3MOXKHO, TaK KaK ITEeHETUYCCKHUE U3MEHEHHS MPOUCXOIAT €Ille Ha CTaiuu (DOPMUPOBAHUS
u pasButHs wioga. OMHAKO 3HAS JUATHO3, CICIHAIIMNCTEI MOTYT 0JI00paTh peOeHKY MOAX0AsIIee 00Clie/IoBaHre
A CUMIOTOMATHYECKOE JICUEHUE.

PexoMeHalMU 0 MeAUIUHCKOMY 00CJI€J0BAHUIO

Hetssm ¢ CBBII HeoOx0oauMO HAXOUTHCSA 0] HAOIIOICHUEM I1eJI0N KOMaH/Ibl Bpadel pa3Horo MpoQuIs.

B ee cocTaB 10JDKHBI BXOJUTH TEHETHK U NIEAUATP, KOTOPhIe OyayT HAOJII0AaTh 32 U3MEHEHUSIMU B Pa3BUTHH

U MOBEJICHUHY PEOCHKA, a TAKXKE NOA0SPYT ONTUMAIbHBIE METOIbI JICUCHHS: (DU3UOTEPAIIHIO, IPTOTEPAIIHIO,
JIOTOTIEIUIECKYIO TEPAIUIO U, €CITU OTPeOyeTCsl, BU3yaIbHYIO U MIOBEJICHUECKYIO Tepanuio. Kpome Toro, MOxHO
MPOMTH 00CIIeI0BaHKUE Y HEBPOJIOTa, ITyJIbMOHOJI0Ta, 0(TaIbMOJIOra, OTOJIAPUHIOJIOra U TaCTPOIHTEPOJIOTa.


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/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

IIpoBoasiTcst iM McceI0OBAHUSA HOBbIX MeT010B JiedeHust CbBI?

I'enetnueckoe n3menenwne, Boi3biBatomiee CHBIILI, Biuser Ha popmMupoBaHUe rOJIOBHOTO MO3Ta U APYTUX YacTeh
Teja ele JI0 poxkIeHus. M3-3a 3Toro gake B OyAyIieM IaHC Ha MOJIHOE U3JICYCHHE OYCeHb MaJl, BeJlb K MOMEHTY
MMOCTAHOBKH JUArH03a MO3T yke chopMupoBaH. TeM He MeHee, TIPOIOIDKAIOTCS UCCIICIOBAHMS

10 COBEPIIICHCTBOBAHUIO METOJIOB JIeUCHUS pa3nudHbIx nposeienuii ChBI, Hanmpumep, atpoduu 3puTEILHOTO
HEpBa WU KOPKOBOTO HapylleHus 3penus. biarotBopurensHas opranu3aius «Douag NR2F1», nonnepkuBaromas
neteit ¢ penkumu Bapuantamu reda NR2F1 1 ux ceMbH, COTpYAHHYACT C BEyIIUMHU YYCHBIMU U HE TEPSIET
HAJISXKbI, YTO B OyAYIIIEM METOJBI JICUCHUS OyayT HAWJCHBI.

CaoBo poauTessim

«Korga nameit nouepu noctasuin CBBIL, MbI ObIITH COBEPILICHHO pacTepsiHBI U BIAIH B OTYasiHue. TonbKo Koraa
Mmbl y3HaIH 0 «@ouge NR2F1», mbl nonsiu, uro He onuu. C nomonisio @onaa mel 3uaem o ChBI namuoro
OoITBIIIEY.

HUcTtounuku
Hacrosmas 6porrtopa coctaBpiiena Ha OCHOBE (DaKTOB, ONMMMCAHHBIX B MEAUITMHCKOHN JIUTEpaType, TaHHBIX «DoHmIa

NR2F1», a Taxoke omnbita wieHoB rpynmsl Unique. B 2024 roxy B Unique cocrosiiu 6 yenoBek ¢ CBBILI.

AHHOTAIIMH WM OPUTHHAIBHBIC CTATHH MOYKHO HAWTH MO TIEPBOMY Ha3BAaHHOMY aBTOPY U JIaTe MyOIHKAIK

B TEKCTOBOM 0a3e TaHHBIX MEAMIIMHCKUX M OMoorndeckux myonukanuii PubMed
(https://pubmed.ncbi.nlm.nih.gov). Ha caiite Unique (https://rarechromo.org/disorder-guides) craten HaxomsTcs
B CBOOOJHOM JIOCTYTIE.

CcebLaku

VY3Hath 60mdb11e 0 penakux BapuanTax reHa NR2F1 Ber moxeTe Ha caiite «Donma NR2F1»
(https://nr2fl.org/library-of-research-publications).
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Cayx6a napopManoOHHON MOAAEPKKH

\ I'pynma nojgaepKku cemeit ¢ peIKUMU XpOMOCOMHBIMU OTKJIOHEHUAMU
Anpec: The Stables, Station Road West, Oxted, Surrey, RH8 9EE, UK.
Temedon: +44(0)1883 723356
info@rarechromo.org | www.rarechromo.org

U .
Understanding Chromosome & Gene Disorders

Ipucoeauusiirech K coodmecTBy Unique, 4To0bI MOJYYHUTH JOMOJTHUTEILHYI0 HHPOPMALHIO, TOMOIIH
U KOHTAKTHbBIE JaHHbIEe ceMeii ¢ OX0KMMU UCTOPUSIMH.
https://rarechromo.org/join-us

Unique — 370 6:1aroTBOpUTEIbHASI OPTaHU3AIHSI, HE MTOJTyYarollas TOCYapCTBEHHOT0 (DMHAHCHPOBAHHUSI.
duHaHCOBAs MOACPHKKA OCYIIIECTBIAETCS UCKITIOUUTEIHHO 3a CUET JOOPOBOJBHBIX MOKEPTBOBAHUN U TPAHTOB.
Brl MokeTe cienarh MojkepTBOBaHKE Ha HareM opHUIMaILHOM caiite: hitps://rarechromo.org/donate/
[Toxamyticta, TOMOTHUTE HAM ITOMOYb Bam!

Caiitsl, rpynmnsl B Facebook™ u apyrue cepliku:
www.nr2fl.org

BBSOAS Parents Only Facebook Group
NR2F1 Facebook Group

*[Ipunaonexcum opeanuzayuu Meta, komopas 3anpewena na meppumopuu P®

Wudopmarnus B 3T0H Oporrope He 3aMeHseT podecCHoHaIbHY0 MEJUIIMHCKYI0 KOHCYIbTanuio. [1o Bcem
BOIPOCAM, KaCaroIUMCSI 3J0POBBSI, TUATHOCTUKH TEHETUIECKUX 3a00JI€BaHUI U KOHTPOJISI KX TEUCHHS, HEOOXOJUMO
oOpamathcst K cennanucty. CBeIeHNs: O TEHETUIECKUX N3MEHEHUSIX OYEHb ObICTPO OOHOBIISIIOTCS] U HECMOTPSI
Ha TO, YTO IIPeJCTaBIeHHas B OpolIope HHpopManys Ha MOMEHT IIyOJIMKAIMY SBJISIETCSI HauOoJiee aKTyalbHOH,
B JaJIbHEUIIEM HEKOTOPbIE ()aKThl MOTYT YTOUHSITHCS.
Bpomrtopa 6ruta coctaBiiena [xerrndep Kodmun, mpesunentom oiarorBopurensHoi oprarm3ann «Dormx NR2F1»
n komanumoi Unique (AP) u mposepena mpodeccopom Capoit [TomuksuH, fokTopom dumocodurn, COMBINEDBTrain,
bpentByn, Tenneccu, CILIA. Bepcus 1 (AP)
[lepeBo/ BBINIOIHEH B paMKax MexXIyHapOIHOIO CTyAeHUECKOro BojJoHTepckoro npoekra Unique. Kyparop
nepeBoueckoro nmpoekt — Haranbst Buktoposna Heuaesa, norent kadeapel nepesoga PITIY um. A. U. [eprena,
[Ipe3uneHTt Accoruaryuu npenoaaBarenei nepesoja, Cankr-IlerepOypr, Poccusi. MeAMIIMHCKYIO peIaKIUuio
ocymrectsui Jlebenes Mrops HukomaeBud, mpodeccop PAH, noxtop Onomornyeckunx Hayk, HUW memummaCKOM
rernetuku Tomckoro HUMII, Tomck, Poccust.
Russian translation 2025 (EV/AP)

Copyright © Unique 2024

I'pynna noxnepxku ceMen ¢ peaKuMu Howmep B peectpe 011aroTBOpUTENBHBIX OpraHU3auui
XPOMOCOMHBIMHU OTKIJIOHEHHUSIMH 1110661
Opranuszanus 3aperucTpupoBaHa B peecTpe Perucrpanuonnsiit Homep 5460413

KOMIIAaHUM AHIIIMU U Y37IbCca
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