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HREERIZEER, BBABHISBRIARTERINISRIFARE T ReNU LRE1E, IXFH
2R BIRISH RNU4-2 BE FEIRMRRSIR, TRETHRERS. RIIFEXLEEEE
BEETHRZER, FHESEIISEMRERRKREIGRECTT. EXTMER, SRgEar
AMETE, BIEHS, BRERCR TR, SESFIERIRISEGREESZ S,

+4 =2 ReNU ZS1IE?

ReNU ZAEMFE—FFENANEEMERR, T 2024 FEREIRE, 2GR THEABER
(Neurodevelopmental Disorder, NDD) , ENETCSMNAKIIRE, HXFEIEEH. 175
T, ESeEORIEIREERN. EttEISEEESMEN. LB/ (ISLEERY) |
MK AREIEEIIERS. RBELUNRERAIE. ReNU GLE1EEE IR s Il S EABMIN
FHLE,

SirzEEEHERRF—F, 8N ARNZENEESAEE. EENEEZS5Z AR

¥, FEEMISHALR. R, B8 ALERE—FKZH.,

52 ReNU GZSTEIEEIR(TA?

ReNU £X&1E2H RNU4-2 £F = DNA FHRMSERM (FRAZURIEESR) 5I#8AY,
ERRESHNEKRLRBNEEES. B8 DNAKIR, FESIFRAREIINIERFEH
. Eit, REREEERIIREES.

DNA EFRAREBZETARIERAEM,. DNARELSIIM, AIoaIEEAA. C. GHIT,
IXETRETE DNA SRR BETZRREYS (WTE]) . ASE DNA FHIRISKEE 30 124
FE=SOR

5
&
=

EC DNA JZfE BREEXS

g5
%
&

| /F)FS biorender HIfE



KSR RERREC R ER A TR, XARREFVRDEN. BORR
RSB K RERINA T, EARRER TR — IS By, &
MPIET). (B EEKR BRIBRE B ERIEF—— AR,

RTREERS, FEFSERFFRTRUEOR (MHAGEE) . SIisSmeans
15T, DIEBESEIEERAR RNA HF. ReNUFATFEREER—FEH RNUL-
2B R R R ERETH, REREREPIIAINSEER, RNU4-2 SEAST
REEERE, MRS5S MENNENERIR, KIREIASRREORNERERS
BUBEIR. % RNU4-2 BRAESEIRBORRER, BERER0ARARENE, i
MFHARAEH|L ReNU RSN, BSEMERTELLEN (5Y) .

RNU4-2 2—MRREIER, RE 141 MEEXK., BT 12 826HKE (9" ) B9
12024.23 Xig, (S0 TFER7R) .

12 SREHF
pE . q® q24.23
CINIDE I D
7
RNU4-2 &[F

HAVERFEERR 12 SREIK, RULF(THHERD RNU4-2 ZEFEN (— P RERE,
—IRERXF) . BNE—D RNU4-2 BRFEIURERER, B—HEBREIERAED
B8, XTHBRERS R ReNU GRE1E. HATFIASHFRSHIRBIMIFRNERER, TS
ERENRERNE— D URERTI S IRREEERREIRABIHEE, SURERTEH
BREMHEE. Unique TR THIR 7 X TRERKF —BROABIHEERIETUEE.

XTI D BRZREKIT, ReNU GZEIIAIEIRREZEXERENHRETHI (WTF
m) .

ERNRS

EF (ERA) taNERESEHE NAMEUESHIRREESH, ZEETEREEFR.
EiamaE b ET IR HE.

HR&EI, RNU4-2 ERREESRESE ReNU ZEIEANRE. &5A1E, XSG HIT
FEZEEXRER 18 MAEXKERN, BEREERBAIERETZRIEZS,
ETRXNMIFRR TEIERENF (GS) milZIRY RNU4-2 ERRENER RIS,
XFERFEEAER (BITE RNU4-2 EERY DNA FFHREAN— M EIMYIZER) RrlsEeE
EEEE ReNU ZLAEMEAYREE.
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https://rarediseasegenomics.org/blog/rnu4-2-the-small-gene-with-a-very-big-impact
https://rarechromo.org/media/singlegeneinfo/Single%20Gene%20Disorder%20Guides/SingleGeneDisorders%20QFN.pdf

GRCh38:chr12:120,291,839:T>TA; n.64_65insT (dn)

GRCh38 HRNEIARAHI A LR RBEIEMARMIILL, NikE 7ERH
chr12 BERWISR TP 12 SHEIRR DNA BE

120,291,839 ZF DNA AR R AT RAYREN I E

T>TA R~ DNATRERENT, WAMRCHE T ZEHR00AKER *

n.64 65insT TREAFFIRLENZ; £ DNAIERBEKX (n, non-coding) HY
% 64 E 65 X EmR 28], AT (ins, insertion) —/NERSp
B TiZEER. *

dn IZHENZ IFTA (de novo) E: FGNIRE DNA, KA
AEEAM DNA TR, RIZIBARTHIEREEFERFEFE.

* 1Z5ZTH) DNA TRIA A ZEBRRARIN, BEEREFSIZTSLA TR, XEF

79 RNU4-2 E[E{/F DNA fytasE (8kxMiE) £, /£ DNAGHH, AZERERES

B—E4E FRY T 2Rk E RS,

HitZH—EERIZERTS (SNV) , BRI RNU4-2 EFE DNA FAlhR—UERERMZ
ERER—ARE, BRAFN. =HNTF:

GRCh38:chr12:120,291,826:T>G n.78A>C

GRCh38 HERNEIMNMRARIARE R AL AR, MikE TR
chr12 BERGER TSR 12 SHEMAR) DNA BRE

120,291,826 7~ DNA R R EZSRREX I E

T>G =~ DNATERENE, AMRCSH G#H T &k

n.78A>C RAEERFIRENT; % 78 A1l A IKERREMR C e iYL, *

*IZZZIARY DNAZLERIA TN G, BREEFIIZEMNN AZH C, XZET RNU4-2 ER
{7 DNARIGAGE (Eif@iE) L. 72 DNAZH, AREREESS—FE LR T EXY,
i G W5 C Eexd.

Unique B4R ANIERREERNER, K 75— 18R (RX) .



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

ReNU GRS B E R MLASHIEAAEIR?
SUFSIBIEMEREL, B ReNU A LETRFMLSHERIISE. EESE
RS RISSHT, ERSEISEEIR MAHTYX LSRRI A AT,

BRiEk, BUBEEZHNEE LHTER.

AT 2 ReNU GREEREFTREHIMRIA S SETO@, BFER: HIBEHATERNE
BATESIEEIE, SUBENEFABRETIRIFEMIESR.

BRI

TEREENABRE, BEANFEEFE
FERENEIES, BEATEEEE
SIEESABIRE: ZHBEELLESE, PoEETRSRINE
BIAEERER

TAIERR

ASKIET (E3KA)

BRI

MRI B RIXE R E

FF M T SPARHIE

BN

SLERSAN (VNLESTE) | BAERM
MAERR

HEREE

HKIRE

EHRERENRMB (GERD/GORD)

EREREE

E I HEIS1E
EROBEPENRIETEMIHE, 85:
UIPAEIAES

TR TERETEE

R

TiEER, (EELSRFR)

FEIRFERS

BSIESEEREN, GLREERSR)
RIRR

IOAREA)RR

FZRXIA)RR

Tt



Z:HA

EBAEDE ReNU ZEME) LIS FIREHERIRRINF, Eifs AEZEREERL. &
FEBEMANZEGG, FrilEFISE AR LERNERIRE (intrauterine growth restriction,
IUGR) Eifaie/NFSLfrZ2E (small for gestational age, SGA) , FHEBINET AR SLATANH
FEGN (L) . BEIREHIIE /RS MR RsREER.

"Br) LEKTE 28 RAEAHIER.

) LHA
DR ERE R T AREENEM, mBa—LUREEAE
MO GFI=EIFE, BLs2) LA ENHRLEMELRS, BE
SIRFFFTIRERERX, D828 IREEENME. 17225
&) LEBfmA A e . B ATFRICAINKDET, T8eS
RN B IREMER/ ST EERS L. IZERETRRERENS., 4
3. [RITFMTES A B REMANAR. D2 EhE) LR ER
., HPEoBNEERFE)LEESFE (NICU) .

"B LBIEEIREE ST, IRMEEIRE. WRLHAEERENE—
L) LEBZLA B MO TR IRAVEES], RESFMENFFAIIEE
IRFFEF, HERPSSINTHR. "

"SKAET, WA, AETE (KEEE) .

BEYHE

ReNU SR LEEEBERIRIELSMHE, EFBofERTIATLHSHESREER
R (AVEEES) . XERHEATREEA I SE N ReNU SREMEER) LIFEBEILZAL.
RENAHESRE: ESMSENEEFR. BR%EE. RERE (BolEiEsE. solak
) . RtZER. BRHERE. B (BRI . BEABSARURKMEMRRIES
(BoEENE) . BILEHBHEMOERIS: XEH. B EEEEATE, SHbRKE
2B, LARATIMRAYELAE,

"thANFRTEE, BNSEXMTABBRED,

ERKES

R ERRE e EfRE
BZ 2025 F, RIMAIFFE ReNU ZEILE) LIIEEAREENABIRE. XMREERET
EESE, SWEEENS. L. 17E. junE. FRER. FHKRIERIIN)ISGERERE
FEEEEIER. TEMOERESHIR K EREERNUTRE.




EKDETRAER, TeEINERES, (BEREREFRE
KMEE, ES550, SHELUSITE, BBoRNANE
SEEEEGLFOA. MR LA RETIRIRMITE.

BRI ERIRIRTT (PT, physical therapy) FEJlia
7 (OT, occupational therapy) BIaeH%, FRAFT/ERE
ANSCHEH. EEMIRIN RN ESEE ). B EE R
UEITZR, SEIT RS GREE RS KB LR,

SN 1R ZIER, (B33 B LRI E RN EE.

Unique tHhiR 7 XTEEIAT. WNI14FIK S EERIIRNT
igr (B3)

BT ARMBA ARSI ETERINK DR R, B2y
4 NBRES, FVRIMPEMELIEFISER, FREHEFMEGT
BEWR. FE) SRR DHRE ROt &
BEN. "

"B AR TROKIT IS E K E TR ESE,

"SRRI (SRS, XA
W) S THASEIRT, SSRGS,
SIS TSI FRSHEHIREIN (W/RE
EtaEEs) | ME—+\S, MEEKERNTFH/ MBS
=)L, MPEKHIET, TAEIERTEL25K (KIEE
TE) — FEREIRET. ERRT R e 18
BEFRE; FORESHED, MedEShs SENNERED. EENOEaEER
BRGNS BRE, (EIEOHER, TaR R Rk,

"BHIREEEERER, MITEMESEN. @BMRMINKIET. L8FEHEEE TR
17, BRERKEEHE, "

KT BB TR R E A AIBNSK R FeE T 2 EFA. 145 16 ZAIEERSIFRE=IT,
BiRBHRRBEINTSR.

BhReRE3
FTEREAE ReNU SRE1ERY) LEFEARZERE NER (D) , BRUJEFEEEFITE
PIRIGRERREAIRE. DB LEEBIES. BRTIE IR REE ML, EETIER
ITHENIRIES R LRIBEARE K.
Unique & TIRMAIXTHUEMNESHE L TIERIEE (RXY) .
"BELBRFIFR, REEILHER. YRIERMs, 8—RBEEFIFEIZ



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

k. EAEEZBTSCAURRIRF, BR(ICEERRERE, XitFRBEZRZ) LERNNE
S5, BMNEAFELLSRESHE, SRRXRKESHSEITZRA, esmH(IErECHE
AR, "

iB=6eN
BB ReNU GRE1EN) LEEBEASRIE. BMEsEIENZF REEREEREMNAE, JEHKR
PE (ZVPBET SNV BEERETE) BERflRE. JVFMERKENIAN, % FREREED
IEEERIARESD.
SiE e ImEHE T A FREMERE, NMHEEHMERERR. NTLESsECRD
i+, AIRABEERMSIEEMNE1E (Augmentative and Alternative Communication, AAC)
7% EiEEA. SE. FB. mFE. BUFERERINETERA (Hiho®E) —
—LRAERARESERIEEES.

Unique &7 7 &I JRYQIEIERE (BX) .

"ENSH—UTEEEYE (AAC) NSIEATN, XIERHAMNARNERR TR,
"B HEREREEIE— 1. 88, i —EB 18 MNAXNREREBFERKESHE
B, WEBARKRE., NI EERRE! EEFSRA, SNENEENEEREESR &
BHA CREEEREI |, SESEEMNEEITRER, MRsAREEE! | taREsENES
HE—aeEd EF L N FRERESRREHIRN. RE=RFE.
"WRIER. BAKEAEW, EETENERNE. XiEHEWAEER, FEMNFIRENR
K&, "

"MEESABINEERE, S HEESay, A TEbm@EREH T4, B
BIREA—EI=/NANEaREAEAT XK, LEEIERIFEEEAZE, WERFHE, &
SRR FREE, KEFEIFIE,

"BeRHEE, EWIFIE, SUEE. E8. B, EREREENISTERSE LEE N

IR3FF
IRFRRREL, FREREEHEILHA. 4h)LH. BEMERFEXEMER.
KR TRIZR) LT REIRIN TS, BFLIRAEIRSSHIFERE. tIJsERERATaEiH
BEEMEMIRS, ORI EESERESISREHFEILK.

IR LB BB RER% (gastro-oesophageal reflux, GERD/GORD) (BfE#IZ%42
BRi) | FJREREaTT, BERFNRIFSER. ey, EFuaRl, SEEERT
HEANBBE (nasogastric tube, NGT) SEFAREIEEE (percutaneous endoscopic
gastrostomy tube, PEG/G-tube) , EfttENRMEIFERT (KiIR. BYISIERHNSIESAD
#B) .


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

BEER TR, 80\ EHAIRFTEZIERNRBERIERRY). BRKRREFHIR, thE
BAELUEN B BRI RIFIERIE, #00) LEFEREER AR, KREIEIRY.

2L LERRAFEEER ARG, (BXTRAFERFEMNEIL, IRFIEATERHE
1, BEEFERRTER. RRSEEES, M- ERMiEE. TEENERE
. BEGUR. SEQTE)REE, THRSWIRFZIIIHEIRSIABREN, LIFSE
iaTT IR RERS,

Unique & 7 EIIRYIRF ISR (3BX) .

“MEFERNSMRREY—FEERNX, RIFEERF. MERRYiES. ERRE
BT, eEECHR (FHE|Y) . BEERIE.... 8XAETRRKA=/T.

"SRRI, TATAMERE), BNEERRMINE. "

Ehb
B (EPHHEREUREHHERRE) 7E ReNU SATER) LTRNER, TESHBKAER.
EETE. MFERE. RINENBOSREEX, SAHNTS2EN, BESEE
CTRAOAE, EETRRRIBRRTIRGMN, RATRENRSE, BH8IIEE
REBIFER, B AT e,

"RAAE 15 SRIHIEN— AR AR R BRI MR T ER?

9739517 3:5
P& EA ReNU SRETERY) LERAIIFESMEIILENT T (Ikia) g, X
MPNEREELERRFE (5Xt) | BEAEERREARER GREIE) .
"BHERRERNFLRR AR,

£
B8 ReNU GE1ERY) LEEBERME SHBRAEREEEBMFAITARME, FKHRM)
MBI IFE, FERIBRERE. UEMFEY.
XX ELHEZLREERHES, SEER SRTEUNSE WIHNES, BERX%
IKFIREZNIREAIE, TSR LRTSE52REE, WKz RRbE.
"MREEFR—RNEERD. MEERFIA, SREARSNRE, BTSSR
e, (K. BITSRIRFRL, EFN EREE NER, HRBEAR, GREERK

:J— ' "
JAYA



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

"REFINERN. BT BEE. K. Bukie. &OtRE. 18
M. RIS —RIR BB RSS!

"WREMENER, REREERSSE.

"MRRARINE . SHRERGHS, (RESBAEZREK!
wREERSNE, RERSMEIAFL, HZAIRAIEER
FIRRETYE. NLERSTHWIERIImERSER! TEER
ZE. tASHIEREE/NAENTUS, REEE(IRHEETFY
Ziik, EBERNRF, BREAFRLTIRIRZFF
A"

"MWEWHKT. BBk Tuk (TERKEEEkE) . BEX
IREFRN. PONSESHB=10E, AESR, EXE (FHY
A | IRRERIEES.

"MEEIRECEIRRIE. FHOKR. K)GEERE. =5
KR GRERISE], BRI, BEBESETIRAK.
R ERE—IREAFCRELHERIR.

ThER
FAEFFEREA ReNU GEERY) LEER A BB HITAE
B, BEA—EHAR, IMUFEZ BT TSR
15, BRZREAR. XETARERTIEFNIBESHEM
TS EIRIEMERRS I RRIEERS. AUER(ES. BERFRER. RZEILH
REMTAEEBKITEEN) LEGm. BB R
AR 2)3E8 PG < TR E T AR R

H# ReNU LA 1ER) L2 B IAGEE &ES (autism spectrum disorder, ASD) mBEH
EXIFE. BrRiELAZ ASDR "EFEN" | B) L EAEZHRT A E)TFI OSSR
NBEAEEIYT AR, ZHMESEERAZSEZRIMEER, BESIE T TRIRWET IS
5, FHRIE L EFERHTMERTT. RIBTHER, TeENEAS)RER. BERE
I, SR Ehe MEFREER EERITIH 2T,

Unique $tRIERMEI T A 7 IR ZAYFER.

"4 3 ZRIISHT B AEE.

"EERAE: FEBEE. SKEEREL. KEBRERE.
XERRSZMN. BERLSBRITMEERITAZES. "
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https://rarechromo.org/media/familyguides/English/Challenging%20Behaviour%20FTNW.pdf

HEEHR

293302 E ReNU ZZETEAYERL)) LIFEREIRIDRE, ERIRIEBAREEEELRRMR, BiFEk
BIEEN) L EZEESEHFER. HZFEUNESEIRREAEN, BNREETEmIEHE
ik, EEERENEEIIRS ASOFERrEE), (BIXLT AT ReNU LA EPHIRERGEILF
fth, BNSZFHOERIESRITITHE.

Unique $X3REIRA R 7 IIZRYEES.

"EIRBEFFIRS BN EMSZIRIREE, "

"HERAEINRI BRI 2S00, FEIRIESthE 2 INE,

PY£EHA
FENERTRFAEEEER, BEATEZSER. XERREEFIEESE DIEEM0E
E. BEEstETRE, DIRBETR. a7 FERASAER.

Unique SHMREE M) LERRFETEIER (EX) .

"B I ) VBAEE T EAK L OMk—TFTIe 2I8RR, FEELHIAFER
EREIFEREEHANERKDE. EREZINEREIRNE. HABEEARRKE, eBEAERR
0, BEEFEEIEBRMREA......

BERMESSNEFEYN. TR FRINEREEMA BHEIFERENERMNE, FREA
BOMBEAMRE THEESNSENS. EHtRELSEARFL, REFIRBTL 1249
B, tniuEiERN 7iX B SIRE.

ERNASINEERE, E25EEEHY—EEEREMTMEE, EEiFER
EESNERGEDINM, THARHRET: KRB, HEEE. WYsREEXRR. SF—
B L, FIERSAMERREFTMHME, IIEBEEUESHREHKRE.

FH ARSI RN BRI SR —E R B A D E F R IR T Y S Be it B B A

2.

BRESARNG, MWEEZEIITERS. XiRIIEREENESKIRBIPFIRSE, HHELL
HEAFR. tEMu/MEkZFNIEREER—ARBIFTERT: XX =AY AR
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https://rarechromo.org/media/familyguides/English/Sleep%20FTNW.pdf
https://rarechromo.org/media/familyguides/English/Transition%20guide%20FTNW.pdf

g [0

m EEAIE
FZ B8 ReNU ZE1ERY) LESHIREMZZRIERAE (RIAINREESRAERININ

T) . KRFREFEER, N 1~1057F, REZPMHARXEAR, ERERRSS,
BEESEEIERIREEL. AR FLANR EIRT LB BN TR,

fXEE[E (Electroencephalograph, EEG) FI{ISRAKER ElR AT U EMICRIKE EaIIEFRT
FEr, EGEMGEISEISHENRRIFRE. BETRRNFESMAERE. 258RE
ZMEIFRE, Bf:

BrHERIE (Focal seizures) : HWZRERIEWRTAIMEBM, (BFREIBDMERIE. BHMMEARIESER
WEERENARIESRE,

Z)L=Z (Infantile spasm) : BEAET 3-10 NERELRIRIERE, SE2RANE. &5
WTE)LSEERS, MENTTRERRRERE.

=R (Febrile seizure) : {XfE) LEERETARLE.

SHEMRE-PEZEMA1E (Generalised tonic-clonic seizure) : XZEATBEEIASBERAE
KA, RIFWHE, REEENMREARFAN, REIESSEERRFIMZERR,

ERFEIASS (Status epilepticus) : FEEURARVERFEHEID 5 £, SUAIFEIRIEEREER
BERERIRIIER.

BEZ{ERi5158] www.epilepsysociety.org.uk (Z3)

BRAIERESRANOM, BEAEIEBESARE, EB2HER TR FEBITRESET
AT BEEH. ESHAIREESR, EJNAE (Fme: IER) NiEHERAERE
Z. azFaXtilERAE, SYBREINERIILGES G, HUZRKRETEWAR.
"UNEERTHEE (3F4%5) BRIRRERMIRR, 65 X EMEMERPS5 | A—KIRK. "
"MZEHBARA, tRATEERAE. ERPREEEESSEREaT. NSRRI
BEXRENH—THERE. WX ERREERIEESRANEH RS (B%s) . 7
"{CETRAT-INATE (Lennox-Gastaut) GREE—EEFRINEBEIFEMRIE,; BIMERR
HARIER IR RE. "

"BMHERE. £@5BEMESRIE. KERERERIFEINE.

m EREIIRE

SRRk (MRI) 2—MafATFRRARAIKRGRA. BEMRIGELRIN, AZHES
ReNUZREMEY) LEFENEEERE. MRINTUEAERE, 85F: RERATRRD; &
BEARIREER (HIEE) NERABAESHED/FEHRE (FRa) ; KEhs, W=EY AN

12


http://www.epilepsysociety.org.uk/

=K, BEHTAGER,; IARRARAE, XLRETHEHHALSREERHS, BEIREREN
=y X @mpr:N
"RET R, FIRAEE,

"2 BT ENES MRI 8, FERIEE.,
"BEELS.

m [REESWH
ReNU RE1EE) LE HIRES A AORE, EiRErREeES =z, BENE) L AsERENEE
SR D E ARERFE R AR,

ZHEB) FEUAES. iR E sz, BETBEEERERESE, B8
INENEERE. ¥R FERR, BRNARREERAA. b £ TR, EgiR
Bafr. BEERE. M)IGSHFARE, SEBLPE/IENEE (RERAEEER) . D
JIEFEREAEARAEZNER, BED B LR RMERTIEES (cortical visual
impairment, CVI) , I EERSIRT KINIDEER EMIEIREK T, RADEUE) LI EEE)
R%, TTBERIIOARER L&),

"RRMIRIES—EAER, ARI—ERXFARLE,; WaEEME, BE,; KHE
IR —FEFE.

"BREKIZZNSRFEE (ocular motor apraxia, OMA) [SERM/KFIREERENES]. HAERNFER
PEEER, IREKEER AREK_EEF AN, -

'B—EMEiRRE,

m BESEHR

HRER, ReNUSGSILR/LTERERFE (BRHR) NAERKS, XEWEMIEIGE
BHRESTNE. BB FEAREENBXTABAR, SEBXTRNM. XiER
HJREEHERN TN, BAsERHHI. TiSARMER, WrBEREE T, LERAG
BERE, BEEAUREFEFATIL

BEEAENER. 2T RSEREABETESH, SEFENES. KEEENE. 1
KEHEETYE AT FIIRIGETLE, YENBRESIES RS F AR,

"BAERTIERXDFAN=RGERESR, ML EZXEaTrREFESS. B
RIERET, TEREN T HRAN=AGEEE. /\FANERERERT, MURIKEZIARIE
FIRETIFTAEZERIRNEERTE), MRS RRHASHRRME. EREMIMELERBER, XEA
EBAMRRERZINERLZE., "

"BROEBAR: MARBRA—FRENFA, SEEZWRTENED. BREN: 5568
RiELBERESHEMEIT—RIEFREREEERN. WFRKEER. "

13



WMEERRBREIR, ESTRIATR. "
BRERBRIERI.

"HENBEHXATAEIR, HERHBETHRRTHIIR
HE. BEERE, EREKTENNE.

m AR (BRN) BE

58 ReNU RE1ERY) LER] BEfFFES/ N 2 /K SRR E ,
EIERRIRIBERIE (FFR) . EREERSELURERT]
BB, EINENDWEIEERITHE, LMSEERK
FHHMREREERTT.

m ESB

REEERSFREZFIHEE RS, HINEEREE LT
BERE, BN EERSHEANFE (BEmRENE, 1
[RIBEXST) . MAAEEEEESE, ERAEAE BRAEAR) 3SR E. Mo RBJUE
NRighs, TRERaT, P—ENEEIRE,. i ssRIEaTiRE. AT hESREAMK
ERES, FLRAETFARIEREEBRURHREEREEN.

"REEIEHINE. BIMEIRERAZEE (Ankle Foot Orthoses, AFOs) i, EELER
2. DISBREER AL AR, AR ENER XAFS, HEGHERNERINS
BELUIMETIIKEES, HHEESBSELHEEEN (EOMMNEBESS) .

PR FIFEMIBIAL RS,

m i

2B ) LEBERETAESE T iRk, REAZEH L ENRAMTRSZZ N, hiREe D AE
SMITRE (FELEIBRUESERE) | BEHLMITNRE (REFAERR, BREk
Higei s —RIa KRG RESESIEHE) | eSS SREHSMITIIRKAE

B/,

SRR IR e B BT esiHt T EIE.

Unique HhR T —AE [ INAITHHYIER.

BRI R —REEN TR SR, SFHITER.,

n B

DHEBEZWIREFEEEREHNEY, REDVNEREE. XMERBINTFIE ReNU ZE1E

B)L, ZSHTBEFARILE. HElEREIREEREZSHINABEREH.

n SIEFILERZEFIGH

B2 ) LHAENFERMSIEFN/EGUREFIER., RIEBERAEN, AeEEFERNnAE

14


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

Finlr. REKENREBRATREEENERTIIEAT.

E'EE&*EI’JH-JR@EIJ?,&%F'%%ESIE’J%LJIWEHJ”“HF X FKE) | XMEREIAEZE
BIEEREHZ. BRERINERNTEST. MERNISIEINRERZRNG, AEdine
E \n:f“ 1‘&’/"§&f$/R'FﬁE)\ SIRERFHFRLABT BiERMD. BERKEEHE (FR&) Rt
ERESE, TR SR SEURERERSR.

HifEXOWESR: BILEREEEG. S 2 SERTRANR BIRRRIAZM (31
5)  BERETR/H. RANEMEEARTININEE FRIMMIIX) | BSEMTRSEE
BIgEREk, EEEE5IRTE, TEEBFATR.

"ERREER SHE TN R ENER. SERESHEEAHSIRENEmKE
., 3T RHEZFART, BEENEIIXUZEE (—MAAEZNEREER, EANE
PREVEENRBMNSIERNED, ERTERSS0s RIEESAERE FEE) .
$7§%Bﬂ$%& SR, EERH T EIEEAOERIERTS/ANEHCN, BRih SR EhEL
BEIEIaTT.

n I
DEER) LHARBIEANS. XEEFERERAARNYLS. IS seBARARETTE AT,

BZHER TREFAES

"STEE) LA ERL, TEiaT

"EHERRILSFEAR,

m (DIRAREIR
E5RERN ReNU SGRE1EEREF, BOARRIMEFEOIERE, XLREAsE XSS
AR, NTFEVOIERIRRAY)LE, TEdOBE. B ONEEIEE X MOBEEFER
FHITIZHT.

DIERREZE, SEMONANMIEEES, URMERE., BARIERE: OMRSE
FANEZERIFLRE (ZERERIR)  OCIBRERE (=RRpEs —H=UERRR) - HE
RO ERVINLRBEAS (OREFLARE) ; LIRZELEHONDE. HPERomEESEM, &
FERSEIEAHIR, B—ENFAWET, FELTREEEFATMR.

"B EMIR TR EERIEEELOIR. BT, ZwiE fﬁﬂ%ﬂ%)'_d,i%jc, JRARRE
BORMR. OEREREAFERELT—BrRBEMEERTRT

SRR IR OB S RER,
TR, BSOS FEOERE, "

m RZBRHETS
#5557 ReNU SRATE) LERHIIRAEE, FINSE, FINRBRELL. BERIRIE.
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RN REHEF BRIPIERID. BRI R EM AT D RIAEBRER.
HibSREMIRREEE: MHEE (BFEN) | BRX, RRKEZ, BFAWE (KBK
HIA/VERGRI LB EEER) | ZHE, LURKIKINERE (RARREE THHEEENmE,
SNRLIERRIE) .

"HEREES. EFNAFHBATEERIREFIBRRK.

"INSEAABAREER S, RIRREURE.

m Fi5
AEHFEER ReNU S LERFEFT LA, FRKBATZMiER, SiFmasEa0
SHFHEFSRERIS X, FHERASASE, URATFH/ESEFIREL. StnENTRHP
EWNTFRARERMESIREEXEE, L ENRMABETEEEEN ERNTRIIRS, B
EEEBMEF NMERIATT.

Unique SBtHAR ()L EESFeiPIRiEr) R (Fovss Iiaemier) FAer .

" FARIFEIRREE, TES—W RS S ER T &—RAIFIESH ARG —
R AN REEL EEES.,

"WFSHEREFIRTN,

n [BRSNTZ 5T

FEZFEKRM, MINZFEERAREENERDWISZ (RS TTH) F/E0mitiE, =
BFELIASORE, sE&EVEsSEREEARH, BMESEERDWIEZ, thalse It
MG —— XS DR SEHE R RERTINE RE. BRiaSiarhErE, vE
IR FFEZYNETT, RESHGE, BETEreeNEER. RKIARMZFE=RISKES)
fn, ENFEREEEEREIHE,

"MHIELRIERENRE TR —aEEWRECHEL. FERRTERR—S R
Z5E. BEENS T BRLTEFEMDST. Nizahllgss TBET FnREUNETF
SRR, RitEESIERITE. AFEREERREIEEL.

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

ReNU GS AL HEZENM?

BRIEMEHE. 8= 2025F 1 5, EFXNEFERERBT 250 fl ReNU LZEIEERE, 2024
FHRFHERIAFHEN RNU4-2 EERIEREE ST REREIRE 250 flm L BRI
160 (5L 0.4%) , BERINEREIKATET 1 ZREE.

HILEE ReNU GZE1IE?

SRR, KEEEYIR (DNA) SEINFIGFHES], MIIRERIER. XFH
EYSHISIEFAFETR, B FIIERERTEHSRERTZN, XETHERFHY
DNA fHAEE, XMRKBETEAKE, SREBIIRE. HMREEESNLR. SEDNA
BEASTERERN. BROEERT, XERETAIRERRES R RIIREFIARE.
S SRREHLA ERISEERIA RNU4-2 EEERIIIRERT, ZAESTER ReNU GRA1E. 1252
RU4E A2 ReNU GRETERE, HERRTIYHHARE (BIULERIRE) , BHREZR
BHEBEFETEREM. ROMERT, KE—SIFEEFARTESEHERER, 7
BHEES TR (RRREGHIR) .

REHNE: HIABINEES DNA ERMZRNESR, JZFIHIHR DNA LR, R
BRI, SMASSEERSNERTRES, HEPME S DNA TEHTIETEMN,

ReNU SSBA SR EEREMNHMZFHIG?
BREBEEENERGRF AT MEA T RBINEEER. 1E5IREMN/IFFE ReNU
ZREHRGIR, RMERZRTAFARIE (denovo, dn) , XEREXBWGITKIETS
FLHEER RNU4-2 ERZT R, R, BRES ReNU SE1IEE) LIVIRERET 1%. EX
FEERRNENERZ —ETIRUERNENNS—MREHREHIS (RE ReNU &1
HRBIEXIRE) . ZHKIERXBETERRT, BERT(URTFEHLIPFSETHE, MhE
BT RBIRASNATL. Unique &R T X TFHREMSNEEERD (EX) .
[RFRIEEZRFEE AT AN REREXTEBGETFLZE ReNU ZEEXFEAIERK
i, Unique BRMT (EB T Railkigrs) (FrnsEallsigism) (mREES
I Tizwki2igm) R (FREERE)LTHEKSIHER) SERFM (3FEX) .
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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/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

ReNU &E&EgE0ziE i amng?
HY, ReNUSARMTEARTSE. AT, Mi2EWET SR RS E SIS,
WSR2,

EEEN
f@i2 IR EDSERY

RISTEP$SYERISBETHR ReNU RATEMEF, AN ERRN IR ERE,
SZIFIEPIE

ReNU GE IR ERIFIBEERERSFRITREANRETMN, AJREEHE:
JIMEE—FFTNHERSFH) LESF. DERMASRRNTAESE.
BIR EE—AE B IpERmRIESE.

SR EE—ANERN, BIENTERRES (EERRATE) NEE. WEEKRAES
REB IR RAE TR,
BRI E—F T T B SIAERNEL.
BERIEI——ZREFFEGRA (30 X 6513H#) HNEE.
N WRHEIT—AREEREXNSARINRESE (FIanEmRmEa R IARIIsE IR ES &
%) .
WRE EE—FBUMR AR RS SiaT FIEIT,
IRAH EE—F W ARER BRI ED,
EmEE—AMEREER. BRTR TERRAIE)D.
T hFER—2W. e BN BRI D PSS ET AR,
BEEBEREE—TZFI )T E. 8. BRENESE.
AR EE—TF )T BRI ELE,
DAREE—TZF 18T DIERmRIEL,
BEFrR—RREE RIS EENESE.
ERITREMETEVARTERERALEMHIERILIETAR.

AT ST
BRI ERER R BE T, BB E NSNS RRES MR ARE K, 7ER,
JLEETHARAHIE MENH BT (individualized education plan, IEP) ; TERENIHIEZ
B. RSP (education, health and care plan, EHCP) ; EfttEZR7FIHIERSHA
BOSZi, LARRIRMEHE) LERKATEIIHE. BRI SSHHRS.
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BRIEZFRT ReNU GEERMSFIESr 5%, 187 SREREHIIEE HIAVBERHIEM
ERATT, AaeRsE:
YIIRiATT (physiotherapy, PT) BITiEalikikx. FiAalr. BENESKEWEN, #HE
EhmE R 2 IMRIARE. YT hRHEREEES.
{EdkiaTr (occupational therapy, OT) {RAliATITREIS T E A EHHERENRIEST
EWAR, MENEEBEEERE. BRaT TS ERmEE KRR EREH
SFiRBE, FHZAERENREE.
Siaialy BPRRSE. ESYBRES,
KR ABEERIAT. BRI RNATASHTTE (applied behaviour
analysis, ABA)
A CRASHEIR R SERERSAEREW, EIRTEN, ERridfoBEs
o
L
NG TUATIHME, LUSTNEETAN ReNU SAMHEIK. JHPEFATIORM, LK RERT
[EHERS B S HIFTEIA -

WNEREENEFBARERE.

BIRIEH TREBMRFEIge T, NS EREFETR.

ZEHTIRRMCE (FJE8F—R) .

BT BRGNP ERRARERSITSR, EFAETE, NMEETBENERESNR
=

RIESIHMETEY, Sa5RREHENARER, ErENSIE (THEEFRIR
FEREREREET) .

BEEDREMITHE, FHRORRBREESBBRIEERETHTIAT.

ST AR,

WA WIIEE, TEKERIRERINBERIR,

TERR IS MK FERT,

L =I5 N

B T O,

ERHTARHEE,
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IETEHTRIGHS

FFABEEYRPRRDEARN "JERD" XIS RIELNT REMER. T AT
Hmtr TR ERIDERE RNU4-2 RigEES | KL KBRS (NDD) NAE (1ZRUMEIXR

KFRT2024F48) ., ESHAREBIERNRRZER, SEBSLUTRERR: ReNUZE
ENRFERFRZAE? RNU4-2 BEFEAY DNA TRINAISEEE 2V EIRRIFIE? WEFA

BT AN EREEERE?

R AREIFE RNU4-2 B ERHENNNEIRARERSNIE, NEEEHFEH
R R BIEERENERIZITGIE — XL EETAIARBEEREE AR ENEREN
SRR G2,

"B 147) LRY—DEBANLEAS R, N E IR IIANE S MEEE AR
BES AR, WhRYEAEFISLEMREAHER. WitBHIIRZIAIR
FESMGRSR. mMBEESHERRKINEREY, BEUR. &
RUARMIEIRNE, #3A1E T IKEE, A XEPthERIAL—
—MNIISENERFEA], REFKRabER/ MR i, "

"EXMYRER RGN, RASERANMEERIRNU4-2EHZE
FIRE, EH renew’ (BHE) ZF. WEIIMES, XBER

‘renew’ GREE—MNZ)IREERTREER, EIZER M
FEHRIHEE, WPAEBEXNRETINFENE., "

"TINBSBFSARBIELINAERE. WitFBNFE TR
ERA—BRERFIBANIRE PRI, MIBETEST. H
itz F Mt S EF R TIRESXTIAE) LERIANR. ARt/ NEE, HEE EXRAIE
W, FHANSRERILLFESRE. "

i 9BAIRL KR T TR, RFREEZWNILAIZT, EEMAT IMIIBERES
itb. FEIIAE SN LE—R AR NEIASE S =L T HRSHIARIEE. 1E
RRNXBRFHETREHIAEZD, BN TS TAEROA, BERTRAS MR
=, BFERTUARRISNETES. SRTEFERIIRE, FEE AL HBENN, &
BEENEEEMMEIR. "

"SR] REMAESNIESEIISNENTAR, B EERSRETECEIR
5, ESmBARR. "
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Kl
AFMERREEAERNEZIEK Unique £RF1 ReNU GLEEBEFRERMENER. X
FEH T EEEAENEEE R ARBEE, LMEEED PubMed
(https://pubmed.ncbi.nim.nih.gov/) TEEBM _EISZFEXREER/REX., Ko XEiaET
Unique 3XEX,

SE K

* Chen Y et al (2024) De novo variants in the RNU4-2 snRNA cause a frequent
neurodevelopmental syndrome. Nature. PMID 38991538.
https://www.nature.com/articles/s41586-024-07773-7

it ESIFCHNER "FRHBRE" &, BI{E https:/pubmed.ncbi.nim.nih.gov AFFEAE
.

AxXkuE, SRt aFE MR

m www.renusyndrome.org (ReNU Syndrome United——FEE R RIIEEFI B EHR
735% ReNU GZRETEINNRERHSIFSER

m F[E ReNU ZEMHRR—BAREA: FRF5. HBFE: yuyang.cyy@outlook.com f{5:
Cnyy756797612,

m RNU4-2/ ReNU Syndrome Family Connect: Facebook Sz35/\H, EHHIZHES ReNU
SEITERENRXBNREERIPEIRT

m RNU4-2 / ReNU Syndrome United: [EFTB AT Facebook &R, BiExRE. k.
RAR. IRREE. &0, EXRIWELARETXT ReNU S8 AEBSSEBAIA L.
m ReNU Syndrome United LinkedIn : $RZECAE
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https://www.nature.com/articles/s41586-024-07773-7
http://www.renusyndrome.org/
mailto:yuyang.cyy@outlook.com
https://www.facebook.com/groups/rnu42
https://www.facebook.com/RNU4.2/
https://www.linkedin.com/company/renu-syndrome-united/
https://www.linkedin.com/company/renu-syndrome-united/

RIS H S5

Rare Chromosome Disorder Support Group

The Stables, Station Road West, Oxted, Surrey, RH8, 9EE, UK,
Tel: +44(0)1883 723356

info@rarechromo.org | www.rarechromo.org

Unidue

Understanding Chromosame & Gene Disorders

DA Unique, BIHBRFRERR. ESEERS.

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

Unique 2—NREBITRBINZENN, T2KEREMNEE. EaEaEm[, TLAEEEII18Y
B M TH8EN: https://rarechromo.org/donate/ TEEEENFA JESEHASR !

NSRS AREBRETEN. mERkiEE2ol. SERERIMEEEL, KENESHES
EFRERIRREN. BETSARAEARIE, REAEEEESELRITHRIANRS
RSN, BEDHLAREEREMTTRERL.

1Z8raE Unique &% Nicky Whiffin PhD (ZREI4EAXFAEWEHAFFT) . Anne O’Donnell-
Luria MD PhD (ZEEIETITJLEER:) . Gabrielle Lemier MD (ZEEE&EFAZIFT) . Sarah
Stenton MD PhD (EE{HEMZAT) . Stephan Sanders MD PhD (RESGEKRE) RE,
ZFGEmEFFE (REFERE) #hiF. TEES)  EEREZEERIERESE. BT
AEE. ARCEE. =R,

55 1hR (2025)

BRAY © Unique 2025

ZE WA B R SRR B A 2= '5 1110661
TSR 2 AR AR A0 NE S 5460413
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https://rarechromo.org/join-us/
https://rarechromo.org/donate/

