My dmbs gls?

sOLYOMBL  B03sMYbBHo  ©obmdool  (UPD)  gs630m569d0l
500096007 a%os. gl FgbadergdgEos dmbogl d9dmbggzomo dmgegbols
39009390  33903bIXOI0L 56 L3gMTsBHMBMOEOL  BsTMYsE0dYdOL
30m3glido, sbs  Bslisbgol  Tgdgy  (BmEabsg  39OEbYXGILo
39659mx309M0gds 13gMmToGHM Mool Jog).

33063bx M990l s B3gMIsGHMbMoOL Bsdmyseodgds
B399 93603, 339OEHYIROI0 s b3IMHTGHMbBMOO FgoEsgzl ynzgwo
J6m3mbedol momm  SLewl.  bmyoghm  dgdmbggzsdo  Fgodagds
§odm0ddbsl 0bgmo 3390EbYIX IO 56 B3gMBSGHMBMOWO, MMBgEbss
53005 JOHMAMbms 56 5g3b GMIge0dy JHmBmbmdol (56 dobo »dbol)
bgdgBo sbEo. BgdgGho  JOMInbemdol sbwro Tgodwgds ogml
5OLYOIMWo  JOMINLMIoL  0IbGHMGO, Sbs  Tobsh  dzocg
306Lb3s300g0Mm@IL, 3065006  B396  Mommgmo  FFMdWOLYLD
099330000 300900 30600 FbLb3s39dE JOMIMLTgOL.
33963bYIXOIO0LS s B3gMToEBHMBMoEOL Rs3mygseodgdol 3Gm3gldo
JOmINbedgdo §y30wgdosh s gOHmMTsbgmdo a9bgEH03® Tologrsls
(33056, 5Jgsb  390mIobstyg,  d30wgmo  JOMImbmds 56
00030 9bl  ddmdolgMwo JOmdmbmdol DME obel, Mg
™M039 3mdol JOMIMb™mIgdoL 3mdd0bsEosL.

Bsbisbgs

UPD 8godangds 4565353980 gBom sb30mstmogl.

A®obedoolysh ,,00030L smfgzs™ Bmyxgm, Bgwdg@o JOmdmbcmdol
sbewol dgmby 339MEbYIROI0 96 L3gMHTSGMBNOO MIONEYds 53539
JOmInbedol  ghoo  sbewol  ddmby  339GEbx Mol 96
b39MTGHMBMOEL,  MOL  FJOIPOPIE  Yo0dYds  bgdgGo
JOmInbedol dJmby Bsbolobo. vy gomo JOHMINLMTS 035MYJdS,
05906 003905 JOMIMb0IYIOL ImbsgrmEbywo Mom@gbmds. UPD
9mbgds 00 dg0mbggzsdo, vy mM039 sMBIbowo JHmdmbmds ghmo
99000l Fo®dmdmdol 0d69ds.

806bmdoobigsb ,,00530b smfgzs: BmyxIM Bs3emzs60 JHmdmbmdols
dJmbg  33963bxOIo 96 L3gMTsGHMBMOoEO  YYIOMNEIDS  JHO
JOmInbedol  dgmbg  339OEbYROIOL 96 L3gMTsGHMbBMOEL. oYY
9bgds  5MIYIMO  JOMINLMTOL QomETogds, 95d0b 0YbGHWIOMO
JOMINLeadgdol §yzowo gm0 3dmdol Fo®dmdmdol 0dbgds.
30083wgd96¢930s: BMaxIM, B Ho JOmImlemdol sLerols dgmbg
33006bxXOg00 6 L3gMTsBHMBMO©O  MIOMNEIds  By3mzs60
JOmInbeadol 9dmbg  3396HEbIXOIOL 6 LB3gMTSEGHMDBMOEL. SLgm
©O®L MO39 JOMAMLMIs GO0 FmdEOL FoMmIMIMdOL 0d69ds, MMF3s
obobo dgodangds 0gbEHMMYd0 o6 0yzbgb.

o) UPD-U 5000 94690 35630050980l 36mi3qLbol Mamm 33056
9393DY, 3535Womo© M) ghmo FmMdOL JOmdmbmds dgEmdom
©)3WO30MEs s dgmey  FmdEOoL  sbogmyoro  JHMmImlcds
50356095 BHGOLMBooLRE 0530  sMFgz0L*  3Bm3gbdo, 5806
503000 9gb690s InDs03® UPD-L. gl 603bsgl, Gmd Lbgwyerol yggws
MxHgdo 56 0gbgds UPD.

UPD ¢gbotmgds UPD-ob s@pgbs 396 bogds Jomdmbmdgdol
9030mL3M30L  J3gd8  IMZOW0YMHIBOm, GoEYd 93 Fgdombggzsdo
JOmImbedgdol  Gogbgzo  ©s  LEAHOYIGHOS MBI,
d9mdobgwo  Fom3mIsgwmdol  oboygbo  odmoygbgds
930 BHgbGHOMmds,  MMYMEOEss  J030MmboB EoE)dob
obogrobo o6 SNP (g96mgrmo 623wgm@Eool  3mewodm®haobdol)
396m@03069%s. 50b0dbmmo dgmmEozgdo 98mdbgds 0d Bogdl, GmA
4mM39eo 5530560l ymzggwo Jomdmbmds 903536 ©HF-ob doMgo
396Lbgo390)em 05600000 g3(MdL. 5bse0Bgds 4M39w0
JOM3mbemdol  49M339Mo  BoM3gMgdo.  ghmbsoMo  FoM39Mmgd0L
5MLYOMBS  yzowo  JOMIMLMAOL  Qogmengdsy  9aLEGHIMYOL
0©bGHNMMmO  JOHmImbmdgdol UPD-ob. ovg JOHmdmbmdol  fyzools
3oLf3M03 50060369ds 2oblb3s39dMo FoM3zgMmgdo, gl Jowmomgdl,
603 0om® JOHmdmbmds momm  FdmdEolysbss domdMwo. 03039
990mEgd0  59m0Ygbgds  5M0IbGHWMO  JHMBmbmdgdol UPD-ol
b5 9bsc, 96s boforrmdmogo UPD-ol sloygbsw, Gmogbss
JOMINLedol dbmEmE 20M339mw dmbszzgmdo swobodbgds UPD.
JOMINbedol  odBHogmdol  sboygbs  Fgodergds  sbglg
399myggbgdnyee 0gbsl Bbgs 9gomo (39m0womgdol sbsgrobo).

U5063MmMT>30M BSOS FIMS

S Rare Chromosome Disorder Support Group,
The Stables, Station Road West, By
Oxted, Surrey. RH8 9EE. UK. o
Unidile Te+omssszsse
info@rarechromo.org i
Unéerstanding Crromosome & Gene Disorders www.rarechromo_org S s 4

dgmgtoom Unigueds 0bgm®dsgommo dbs®osFgmols dolsmgdso.
Unique ool bogd3zgadmddgom  m®masboBsgos  Lobgadfogm
obds6gd0lL goMgdy, HMIgEog sGLYIMOL LMWYE0s© EMb3090DY.

Y] 993000000  395390g0  ©™bs30s  B3gbo  390-239M 006!
www.rarechromo.org/donate  gobmgm  ©opag9bds®gm,  G®d
©o9bdoOmom!

Unique-b 90bligbogd«gemo 543b 2569 §yostmgdo s 390 393M©IB0, Moms ©ogbds®Mml
mxobgdL Im0d0mb 0bBMmMIo30s s TbsMEFIMs. 506086 56 50TBgL, Mmd kggb
390056bdgBom 6 og4935B605 M50Tg FoEdMds 5060IEYO  0bBmGIs3z00l
9005600.

50b0dbwo absd33eg30 56 56533wgdL 30M© bsdgoEbMm MBYZL. MK sbgdTs
65 3905OM™b  3mBLvIE@s30s  3350R0E0G  3woboEob@msb  a9bgBogm®o
©0536mBol,  FoGmzol s x96IGMg™mdOL  Sb3gdEHgdmsb  ©s353d0MgdOm.
0bg3m®Ioz0s  3969Ho3c0  33womwgdgdol  dglsbgd  dseosh  LfiGsgso
39630000090500 sME0s. Unique Fogdlodsw®s 035eym®l 5©93690L bHGSBs©
(33Wo© 068mMA5305L s LsFoMMIBdOLOTYIIM s5bEgdL FsdmEgdw absd33wg39dL.
2060860 gbsd33eg30 9g0ddbs Unique (AP) B8og® ©d ©930%05 35993900
OJAMO  Ggegls  3mdgMYod, 3Mblrym@bEo  bsdgoogobm  g9bg@ozmbo, §a.
3006306 MBoggMloGg@Ho, wmbombo, bsdggm dOMAZGHMO0L 3mbdodswo, 3smol
B30OMNM0MOL  3dbgmBogds, bsdgym Mool 3mL3oGHIo, F9YAM0s69dWwo
bodgxem.

JoOOo ms6dsho gabbmmEogwgdwos Unique dmbswolgmd®ogo 3Gmgd@ol
R0 mdoobol  Labgdfoxzm  bsdgogobm  Mbogzg@lGHOGIGHOL
dmg3nwGo s bsdgogobm  g9693030L  ©935MEII6EHL  dBsBY.
3056069 mdomo  xXaB0:  3OME.  mobsmob  Bygdsewsdg, gdodo  Fsogzs
byyensdgzowo, m0bomob dmb®msdgowo (mblyy-ob bEMIEHO), 99gM0d. 3HMS.
9By 53%0s60dg. gg®los 1.1 2016 (AP) Lssg@mem Mumgdgdo © Unique 2019

00305000 JOHMIMBIYEo ©IMMZ393900L FbsMEsIF MM X39R0: bagzgwdmddgm bmdgeo
1110661 6y30bEO0OYdM@os 0baerolido @s vgebdo 3mB3s600b 6mdgHo 5460413

Uni

Understanding Chromosome & Gene Disorders

26035096¢ o
obmdos (UPD)

rarechromo.org


mailto:info@rarechromo.org
http://www.rarechromo.org/
http://www.rarechromo.org/donate

65 5GOL JOHMIMBMIs?

B3960 mERsboBIo Ggygds  Lbzoslbgs Lobol  xMggdoLsysb,
OHmdgwms  M3gGHgbmds  Fgogegl JO@AMLeAgdL.  JOMIMLemIgdo
9909300056  ©B3-Ugsb s TgoEsggbh agbgdl. obobo doMHomss
§o0Inagbowo 5056 fygomwgdol Lsbom; Gmamma fabo, ymzgw
JOMIMb0Boms ffy30edo momm JOmImbmds 00mm JIMdEoLysE sGOL
090330000ws©  domgdeo.  g3zgws  JOhmImbmdol 999339
B0Oo® xOgEL og3l 23 fyzowo JOmambmds (bwya 46), 3
33903bIxROI0Ly s B3gMToGMBMOEOLS,  HMIJLWMSE 439w
JOmImbmdol  ghoo  sbEro  sdgm.  Bobobgolol  (BmgLag
139MI>BHMBMOEO  255bsYgMBOgMPL  339MELYXMIL) JOMIMLMIsMS
G0EHI0 5MPIOS S MIGHMIEYdS 46-U.

b6m®mdsdo Bggb 22 fg3z0e0  JOMINLeTs 3sd3Lb (s BHmbmdgdo),
OeImgdog  ©bmIGowos  1-sh  22-0pg  BmdoL  dgdzoMgdol
dobgzom, ©s 2 Lobggbem JoOmdmbmds - X o Y, OGmIwgdos
B0MEIMYOwIO bdgLosb 2LmEoMYO 0obsbosmYdgdL
396LsBM3M396. MMaMmOE Fgbo, 859535390L 59300 ghmo X s ghmo Y
JOMIMb0ds (XY), beagwe Jogrgdl 30 - 6o X JOmdmbmds (XX).
JOMIMbmIYdOL sbobgs

3999056509090 MZIE00 \ 1 )}
v e

89909090, 07983 )i
2R 90900l L39O YN0
©50353900b5 s ggd30L § # i
89©92o0 Fgbsdergdgeros ’( ;3 n
3500 303MML3M30L 4393 b L
@563, 50606 ) ! ‘ a 1
LbryGosmnbg Fo@dmepgbowos v . .
0585, b 3039

3560L Ho3)6HO Y B¢ i 6 ( .
2IXMI0L JOHMINLMIgdO. " » " = ; v
JH@AMbedob fyzowgdo 1-22, X s Y

5 5oL Mb03sMgbE Mo olimdos (UPD)?

UPD (560mop3blb 093000 JOHMIbedne dmgegbsl, Gmdgwog
30056005 35906, HmEgLsg HMIgEody JHmdmbmdol mmo3zg sbewo
(06 53 JOMIMLMAoL MBdsBo) 0993300 FOWIIMWOS JOMNO
900dobash, bmeem dgmeg d8MmdobAE sGOEIMM0  SLEo Moo
900gdwo.

6mEgbsg §Y30wdo sOGLYIMWo mM039 JOMImbmds (56 JOHMIMbmdol
6mdgeody dsbo) 89933000 oINS  ©EIEOLYH, b
36mdowos HMymeE golymwo UPD (mUPD/UPDmat). Gomogbss
06039 sbero 39833000 3530Lsgsbss 3000, gl 36MmdOCOs
Gmyme 3 dsdobgmeo UPD (pUPD/UPDpat).

M0aM0 353gbs 5ggl UPD-Us Bgdbyg 56 Bgdls
d30am%bg?

UPD-l  g93w9gbs  36003b9¢crmgbo  oblbgsggds. dsl dgliaderms
36565060 gogagbs 56 3Jmbgl Xxs6IMMIWMdSBY 96 3oModom,
LYBOMDBHYWO sMMZ93s PdTMofjzoml (Mog dgdmbzgggddo UPD-0
Fgbsdams  b3mbGHbMo  BdMOGHO  3sdmofigoml).  bod3Emadgdo
©53m300090v)0s 00599, ) HMIGE JHMIMBMASL (56 JOHMIMBeBol
056L)  dmoEsgb UPD.  g5Blogmm®gdom 03 89dmbggzsdo, o
30m3gbdo BsMmos 0d3M0bEH0MYdMWo 49bgdo 96 Mgisgborwo
3960L 35M0sbEHgdO.

UPD @5 083606 0Mmgdwo g96g00

93080 890535¢00 4390 JOHmIMbmds dg03s3L gHMLs s 03539
39690 (oMo Lobogdgbm JHmBmbmdgdols). wdg@gbo 396980l mMogy
sbEro  5MOL  5JBHoM  BEyMTsMYMdsTo. SLgm  EOML s>  5d3L
9609369mds fgz0eo 4960l mG0gzg Lo gOHmo IdMdEOLsHsS
90090910 0¢) b3solbgs FdMdOLYsD. 0335, Bmaoghmo ggbo
03300bEH0MYd0s, M3 0058 608bsgl, GMI a960L dbmemo ghmo
SbEo 5oL 5JBHOMMO s 9JH0ZMBS ITMZOIOI0S 035Dy, 0
Mg FdMdEoLYsbss JHMmImbimds 3993300MWYs© J0MYdMEO.

00360063060 bm®3scnm®o 36mEglos, Gmdgwog ofigggl Bmyoghomo

3960L  ,250mOmMZob*  Bodobgsh  899330OMWs©  Jogdvye
JOMAmbemdgdby  (9sdobgro  033M0bEH0bR0) 9B ©gEologsb
999330000 dopgdrw  JOmBmbedgRdy  (yobywo
00360630690).

) UPD 900353 §6mambemdst (56 emdmbemdol «90sbl), Gmdgaos
990353 0336063 0MgdMm 39690, Lo3BHMIPP0 LIM30EHOMEO
0g6905 JOHMIMBMIol 3dmdErobgrye FoMmImBogemds®y. dogoe000,
0500bob  99933000MMsE F0PIPMWO GO JOHMIMLMIOL  sbgrol
5MLYdMBY, MMIgdoE 99035396 033M0bEHMIdIME 39b9dL, 60dbsgL,
M3 M0z 3960l sLaro 0gbgds FodmOMMEo. MMEILG 553056l
M5 5J3L H@Igerodg 960dzbgarmzsbo ggbol sdBHom®mo  sbawo, 5356
Fgloderms g03wgbs 0gmboml xs6aMMgEMdsLy s 3o63005MYdSBY.
0¢) JOMINLEITOL (56 JOHMIMbMToL 1dBoL) MMO3g sbero, MMmIwmgdog
390339396 0580LgYEo 033M0bEHOMYOM 49690, d99330MIES©
800gdww0os ©JEOLRYH, 35306 MO39 sbero 0gbgds sgdorBo s 505bs3
dgloderms  gdmofjzoml Lod3GMIgdo, 3065006 ggbol glodsdobo
5dBo3mds  960dgzbgm3zsbos  xsbIMmgEMmdOLs s 29B3000M9d0L
B6dsc@o 3OHMEILOL obLabMME0YMYdMS.

UPD s 09395099¢m0 2960l 35600563900
UPD-3 Ggbsdaoms  393w9bs  ogmboml  xs6dGmgammdsls s
396300560305%g, vy UPD-L  3dmbg  JOH@INLb@IoL (o6
JOM3MLEdoL  bol) MmM03g SbEo  9BHIMYPOL  Zsmmygbyo
(005593500900L 359mfj3930) 350056390l 90339 39bgdL.
RQTYRIOTe)Te) 3900L  30mmgbH  35G00bEHL  goshbos
0903300009md0L  ©MI0bsbGHmHo  Godo, M3 60dbsgl, ™I
35605630 9O SLEol SOLYdMdS #5dm0f393L LOd3EHMAYAL.

Lbgs 2960L 3560563 gdL gosbbosm 899330MIMdOL MH93gLoIo GHO30,
Go3 6086ogL, MM LOI3GHMIJIOL F363005MYBOLEMZ0L 39bol ™G39
abEro MBS 0ymb 3smmgby@o.

B396 9439w 35GOMIPPM  MY3gLOMo  33bol  35MBEYOL, 0I3e
5096 AbmmE 9Mmo 39605 B0, 9350905 B3g6d0 oM
3w0bEgds. 90bodbryo 300563 gd0  Bglsdwrms  993330OMES©
3905939L 85393, HMIgELsE 21939 56 gdbgds Lod3GHMIYd0, F>MEs 0d
d99mbggz0ls, 09 Jobo 49bol mM03g sLieEro 0g69ds EsBOLbYdwo.

63 F9bo, G9ELOMEO 5350YOIOO Z300sMEPYdS F530b, MrmEILs|
®mM03g ddmdgwo ghmo s 00539 39bol MgEggboreo  356056E0L
F5BHoMYdIwos s 53 35M0BBHL  B5393L  gool3gdgh.  m™wI3o,
®9agboo  agboo  gedmfiggrwo @935y Ggodergds  sbY3Y
3963005609l 35906, HMELOE 3500MPJ6YM0 3M056EHOL Jmbg 39gbols
®mM03g Lo Jowgdos ghmo ddmdEoLast UPD-ol 990935.
bod3GH™MIGO0 oIM3Z0EIOYo 0db6gds 0By, vy GMIgeo a9bo b
396900 04690056 Bstromeo 53 3G Eglido.

Go@™d Imbgos gis?

UPD 3690603500 bgds s 030 56 560b go0mfjzgwyero ddmderol
3b™3mg00L oo 96 MELMEWMBTEY, MOLMWMBOL  EOML o6
mOLYYEPMOOL 3999y B0 Joge FoBbMM309Egdwo Ms0dg JdgYdO.

Boliobzolsl  ddmdgeo 930wl ymgzgero JOHmImbemdol momm  slewl
39033gAb.  Fgdamd,  moomgMwo  JOHmImbemds  dsbogwol
30M353905L MxH9T0, HMIW0Esbs IMbEIds 0539301 BMIGTOMmIdS
@5 2963000690, 5333900  BoMEWMPoMGmO  3OMEILO  d6SS
LOYEYMGOEO s JGbodems EAOWo 3Jmbogl 083050 dgdmbggz0m
99300m3gOL, 3 396s30MHMBIIL  JOHMIMBMTGdOL (56 JOHMIMLemol
Bofoangdol) Imwenmbgen gobsfoangdsl, Msg ofiggzl UPD-L.
00305000, UPD  890degds  dmbgl, ovg  ddmdgwo
JOMInbmde  GHOBLEMmIsEosL

3GMYdL
(GoEgbsg ™Mo bgsslbgs
PoMdmygbowos  ghmo

®md UPD  9gLodanms

JOMInbemdol  Bofoo  gBmMosbgds s
JOMInbedol  Loboom).
0539390090990 04mb IO sb53076.

sbggg  dooRbgzgb,

500096500 bdotos UPD?

UPD-0b bobdoMg s60b ssbemgdoom 1:2000 (Nakka 2019). UPD-ob
LobdoMg 005%y 930s, 30MY 5d53©g Jambom, Mot Ly WamM
39GH0 50530560 0@sMHOL FmMEg3MWM-39693H03MO BHILEBHMIISL. Sbg
6Gmd UPD  9900bgzgzoms@  9Mogser  xobdGmgen 5005300680
50dmBgboo.



