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Tolsn Ui U guAnIsal fnwazonsvedlsa 614989
Chromosome 7q 79 992  fisweunit 30 SRmuinisatt wueuunwsemnsailyay ddymniewginasy wasl 252270
o Y aa a
deletion A anvauzluntiiaund (1)
Chromosome 18q  18q 60.9  1/55,000 sUsadie dnnelyansou nmenduilefiin feuazwinfidnuos 601808
deletion syndrome Aaunf fanuunnsewesnsivanuazlasduminau wudn vingudainiin
adn yn1vseRsunIUNg audnanswedlumhagimudindinivmden
warnsmas JlisuieauazeInsiuTudmeity nsueuiuliaunf yruan
odnznARaUNA Tassasisilaunnges (2)
Chromosome 9p %P 49.0  Hsweuni fiunisandn nmgnailedsieii fanvarlumiviaund Son1sves 158170
deletion syndrome 100 LA lsaile nszanduvdsnnse uwazeTelsmeiaung (3)
Chromosome 14q11- 405 lifideya sudn danvarlumhiiaund Insiedeulwinaznisnevauesii wagdl 613457
14q11-g22 q22 amziaealdle (9)
deletion syndrome
Chromosome 1p36  1p36 280  1/5,000 - anuunnsem iy flednagline vienatdesuin visauaed 607872
deletion syndrome 1/10,000 91n1350981ar 0 MmuALesudauedlild dnfues wialidywmig
a A v N ' a a a o 1% & = o 8
ngAnssudu dlieaedsusnaneaiaund Teanistn angndwiliofadaci
wazdnmzndudiuin (5)
Chromosome 6q11- 270  Lifidoya amznamilofisiiin sunadie nsvgnuoundanuinund ddeuiiazsie 613544
6ql1-qld deletion  ql4 mudndaanegiinund n1vis 2 Fradedu TugdwSelidnuuginund uas
syndrome wanudnlAsge (6)
Chromosome 8q12.1- 253 lifidoya fitielsAdn bor-duane hydrocephalus contiguous gene syndrome i1y 600257
8q12.1-921.2 q21.2 WadeusnuaelimuniliiAnauRaunfvesyuarln wuarmAaun
deletion syndrome vadlnsaun enuiaunAlugnavieluanesaiunans nmelnsanesns
nanulensiidealdiauun (7)
Chromosome Xg21  Xp21 223 lLifidoya TsAnueanansdu yuan dagdugseu nuamglumewe (8) 303110
deletion syndrome
Chromosome 1041- 221 Lifidoya llanansofuemsidunfluvasifumsn ffmunnisadh visseenadu 612530
1g41-qd2 deletion a2 10 drnuunwsesmsaitya dlsusauagennisdusiudmeidy a1y
P - P VI - Y] a a ' a a o
syndrome ndnailefiadiani Jusafe Wlaliaund U 1wesaneiaung uazedae
WeRAUNF (9)
Chromosome 6G24- 220  lLifidoya msnusniadinsivaieuveadoniaund wazmeladwinviliiieauiila 612863
6024-25 deletion  g25 53 hladumaisess lsavasadeniilaiiu adsnuiilaresuuss eus
syndrome ALAZDINTOUSINABIY Wansiedeulmuaznevausstn wagilniy
Jayyreeu (10)
Dandy-Walker 3q22- 19.7  1/10,000 - WauNsvesENasduTSvaduRaUnRv aunsant lnemnnglud 220200
syndrome q24 1/30,000 Adeaunsiedeulwiigy nsAau NSy (11)
Chromosome 18p  18p 172 fisie9uni sUTade Inmelyygeu danufinunfvesnslnanuaglunth (12) 146390
deletion syndrome 120 \Ag

®



https://rarediseases.info.nih.gov/diseases/3765/chromosome-7q-deletion
https://www.omim.org/entry/252270
https://rarediseases.org/rare-diseases/chromosome-18q-syndrome/
https://www.omim.org/entry/601808
https://rarediseases.info.nih.gov/diseases/3773/chromosome-9p-deletion
https://www.omim.org/entry/158170
https://www.malacards.org/card/chromosome_14q11_q22_deletion_syndrome
https://www.omim.org/entry/613457
https://ghr.nlm.nih.gov/condition/1p36-deletion-syndrome#statistics
https://www.omim.org/entry/607872
https://www.malacards.org/card/chromosome_6q11_q14_deletion_syndrome
https://www.omim.org/entry/613544
https://www.malacards.org/card/chromosome_8q121_q212_deletion_syndrome,%20https:/www.omim.org/entry/600257
https://www.omim.org/entry/600257
https://www.malacards.org/card/choroideremia_deafness_and_mental_retardation
https://www.omim.org/entry/303110
https://rarediseases.info.nih.gov/diseases/3738/chromosome-1q41-q42-deletion-syndrome
https://www.omim.org/entry/612530
https://www.omim.org/entry/612863
https://www.omim.org/entry/612863
https://ghr.nlm.nih.gov/condition/dandy-walker-malformation#statistics
https://www.omim.org/entry/220200
https://rarediseases.org/rare-diseases/chromosome-18-monosomy-18p/
https://www.omim.org/entry/146390

Tolsn Ui U guAnIsal dnwazonsvedlsa 91984
Chromosome 10g26 164  fisnauni flasslurhnduendnwal mnuunnsesneaityan ddaymiieaiuns 609625
10926 deletion 100 LAd Wiiulavessnig Wauinsad wnyelddindng wasezyalauuud
syndrome Indiin (13)

Chromosome 3pter- 164 hifldoya faunnisandn wsaivlalddulumuund Senuuansessa@dayan 1 613792
3pter-p25 deletion  p25 Tasdlunthiiduendnual Snguenisesiiain idn uazinnznduile
Syndrome fasasn (14)
Chromosome 2p12- 155  lififoya Tiwn1sand1 Mauvinven1syaat vhevesyutn viiungs i 613564
2p12-p11.2 pl1.2 g1 A 2 Tradeadu ynnsive) fdewiessninei finsnevsaueiia
deletion syndrome ninfd dnnelaanzinadounduannsamslaanzdugrelavieln (15)
Chromosome 5q14.3 154 fi91891und1 20 dinagnanunilefiadiafnegnagunss wwuinsa1t Tseaudn Jaymmiainue 613881
5q14.3 deletion v Tumsiseus wasvinveiunw wdeulmRaund lassdunihieund uay
syndrome aupIHaUng (16)
Chromosome 13q14 152 lafideua fiaunsadn Senuuansesmsaatya fanudsadunsiSwelszam 612884
13914 deletion mge gUlassRaun® Uhmindineunasngendtund wila enanuiileden
syndrome Tuaues dule ldaeu ngnaawas (17)
Chromosome 10g22.3- 150  lifideya TasslunmiRaun® Wala niminning nszuenuAUWIINITUONATIG Man 612242
10g22.3-g23.2 q23.2 o Asaynuun liflsesvdnveuuin imanulinivd auesdiudTiuadiuay
deletion syndrome Fladsusfinund annnistunisiedeulmusenouaueasand uagd

Jaymmangingsu (18)
Levy-Shanske 15026~ 134 fv1eudiea lasdunihfaunfigu yen nseuenmving wemving e 2 dradesdy 614846
syndrome qter Tunthlsdassnns aynning anslvund (19)
Chromosome 15026~ 134 lififeya hduna Lifilanans usafe pmadnannsivnssinsldaiey lundwdu 612626
15q26-qter qter sUawmden aua damevdinnan 33amudaiuiila lsalafinns anoe
deletion syndrome mintuassARsyiuladr win aneneuns gvietaanizlan ol

welsliaSey Wadn Sanzlggrseu wavinuinisdi (20)
Chromosome 6pter- 134 918910 74 Jrufinun@fiates nsegn wagila (21) 612582
6pter-p24 deletion  p24 LAE
syndrome
Split-hand/foot 2g31 133 {37891 48 fidnwaurilons whve onvzifiniifndu vselileAviunds nsggnuinn 606708
malformation 5 LAz fouazwianunsardadadontidesviohiaunsondnlies flieursauay

A 1% o ' = a a a o

oM souTImmgu dnmzlygrseu Smnulaunfvesnzluan R

vinallunth gosUn wazdesovnsslng (22)
Chromosome Xq27.3- 132 <1/1,000,000 sUSRe nnggesluumeavied Siauinisand lasdlumiiaun (23) 300869
Xq27.3-928 q28
duplication
syndrome
Holoprosencephaly — 2g37.1- 131 lififaya Tassluntfiaun® wuAuUNNToIMNsTUUYSEAM WareIn13auY (24) 605934
6 q37.3



https://ghr.nlm.nih.gov/condition/10q26-deletion-syndrome
https://www.omim.org/entry/609625
https://www.malacards.org/card/chromosome_3pter_p25_deletion_syndrome
https://www.omim.org/entry/613792
https://www.omim.org/entry/613564
https://www.omim.org/entry/613564
https://www.rarechromo.org/media/information/Chromosome%20%205/5q14.3%20deletions%20FTNW.pdf
https://www.omim.org/entry/613881
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Lng=GB&Expert=1587
https://www.omim.org/entry/612884
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=276413
https://www.omim.org/entry/612242
https://www.omim.org/entry/614846
https://www.omim.org/entry/614846
https://www.malacards.org/card/chromosome_15q26_qter_deletion_syndrome
https://www.omim.org/entry/612626
https://journals.lww.com/md-journal/fulltext/2020/02210/prenatal_diagnosis_of_6pter_p24_deletion_syndrome.58.aspx
https://www.omim.org/entry/612582
https://www.omim.org/entry/606708
https://www.omim.org/entry/606708
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=261483
https://www.omim.org/entry/300869
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4131946/
https://www.omim.org/entry/605934

Tolsn Ui U guAnIsal dnwazonsvedlsa 91984
Chromosome Xp21  Xp21 127 <1/1,000,000  wweuleal glycerol kinase vliAniin1sasgesluuainmeuviuanla 300679
deletion syndrome Anunf anuunwsemsaileg wasdlonadulsanduilodeugiu

(25)
Cri du Chat 5p 125 1/50,000 wnnsnazdeanileuiuuandadudnunzidgdyuedseil Jywiinain 123450
syndrome ANuRaUnAvendeuduuarsEUUUTEAM JUNBUNANIEEINTTOUTINGEY
' a a a o o & v o &
wudgywilunisiuemns Ussansanmmsinauvesausssn 1Ould waidn
nswiannliauysel nszuenauenisesnaniu (26)
WAGRO syndrome ~ 11p13- 125 1/500,000 AU WAGR syndrome fllana 60% fazidusziiela Tsalsium o 124
p12 ns¥an sefiu aunds Amzdaangivadouainnssimsdaazluiivielauas
In waganuunnsessaiteygn (27)
Chromosome 4q21  4q21 117 <1/1,000000  lasslundiadnd msnasguiuladn amzunnseseaniygn Juld (28) 613509
deletion syndrome
Yuan-Harel-Lupski ~ 17p12- 115 #51897Un1 20 anendnanilefsdiann Wauinisa1d Minwen1ansn 21w waenis 616652
o P Y oA P o o
syndrome p11.2 LA waeulmart Gdamlunisueunduidesaniingngamelavagndu
Tasdlunthnunfiiu wandesas vihgUaumden aua (29)
Cat-Eye syndrome ~ 22q11 112 1/100,000 - dueniidedud fianuRaundiy nasmin Wil ln uagnuanuunnses 115470
9/100,000 yeaadayayn (30)
Jacobsen 11g23 108 1/100,000 Amnistunswauaznisindeulmath ingateadey anuansaly 147791
syndrome M33euin IngAnssugndngvih wenuande dliednlngariionnsauns
AU veseenRsinguein1seeiianin (31)
DiGeorge 10p14- 107 hififeya nuauRnUnfvaslassasesmeuiilaiaunf el lasdlunda 601362
syndrome 2 p13 Anun® Aeulndaiaung iwaulinind anzueadouludensd wazlvsewn
Wuite (32)
Langer-Giedion 8q24.11- 9.6 <1/1,000,000  FwunwseslunsSeus susase tasdlunihfiagnuasfivey Widn 150230
syndrome q24.13 Tnssasinszgniinund finududn ynaflaund Avine a1dn aunvun 3u
Hunsuuueuazuau Siluliasu (33)
Chromosome 2pl6.1- 9.1 lifidoya Fudin anving awedlnide anvis 2 1adetu m1U3e Unynniie mame ses 612513
2p16.1-p15 p15 Saflurnuuwuu Undn fanulnguaziay auen Fadn UMY
deletion syndrome mudnlaanizuazelosduiuginund wasdilyymmanginssy (34)
Chromosome 4g32.1- 89 fvenu3iea  nsedeulmiiiannisard Snngdyaideu wila wihen nszanluun 613603
4032.1-932.2 932.2 winhiflonszgn Ynaynnine menidesas yidnuazen (35)
triplication
syndrome
Chromosome 16p122- 87  lafifeya MUY 119 Ldsdas yauasizusidinund andsusisiiaund desiinlnl 613604
16p12.2-p11.2 pll1.2 Tsalafingg winideweliienazaudesavuin susafe Souawin
deletion syndrome AnUn@ nsemsenn Snmenduilofsinen dimuinisandn (36)
Chromosome Xpll23- 8.4 <1/1,000,000  wuaNHunnsBIsERtyyIwarn1Twe Te1n1sdn duvhsuiaundvielns 300801
Xp11.23-p11.22 p11.22 euINAnUNA Taneudes Thiniu (37)

duplication

syndrome



https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=261476
https://www.omim.org/entry/300679
https://en.wikipedia.org/wiki/Cri_du_chat_syndrome#Signs_and_symptoms
https://www.omim.org/entry/123450
https://ghr.nlm.nih.gov/condition/wagr-syndrome#statistics
https://www.omim.org/entry/612469
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=238750
https://www.omim.org/entry/613509
https://ghr.nlm.nih.gov/condition/yuan-harel-lupski-syndrome#statistics
https://www.omim.org/entry/616652
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=195
https://www.omim.org/entry/115470
https://ghr.nlm.nih.gov/condition/jacobsen-syndrome#statistics
https://www.omim.org/entry/147791
https://www.cytocell.com/probes/110-digeorge-ii-10p14
https://www.omim.org/entry/601362
https://en.wikipedia.org/wiki/Langer%E2%80%93Giedion_syndrome#Diagnosis
https://www.omim.org/entry/150230
https://rarediseases.info.nih.gov/diseases/13391/2p15p161-microdeletion-syndrome
https://www.omim.org/entry/612513
https://www.omim.org/entry/613603
https://www.omim.org/entry/613603
https://www.omim.org/entry/613604
https://www.omim.org/entry/613604
https://rarediseases.info.nih.gov/diseases/12766/microduplication-xp1122-p1123-syndrome
https://www.omim.org/entry/300801

Tolsn Ui U guAnIsal dnwazonsvedlsa 91984
Chromosome 2g31.1 83 lifidoya JUTORY UuduRaUng Ussamanilaund dananwasiliunsdiniu (38) 613681
2q31.1 duplication
syndrome
Chromosome 2033.1 83  lifidoya faruunnsewsaityaegnegunss Wanisad waladn G0l 1231
2033.1 deletion nsiu dnneidealdls dnmendmdlofedinei nou muung fuiinnuiaunf

- ) ' a B P a = v
syndrome Fwenudnfigendnd wihwngsaznitg memidesas Unaynning Yae

aynses flonislspaundu g1dngwih ldveulignilenosi (39)
Chromosome X028  Xq28 82  lifidoya fnmezdyarseu WiWmuwnisvesnsindeuln lasdunihiinunf vauan 300845
deletion syndrome fnnzndaniledanss lsamaszamiviiliiinauardlunsneveaues

(40)
Chromosome 22q11.2 80  #%wauni1 60  Hmuinisart denuunnsemisadlyan sunieasauladvinli 608363
22q11.2 LA sUTfY uaziinngndnuilefiedini (41)
duplication
syndrome
Chromosome 16p  lépter- 7.9  Lifidoya Tauinisandn feuunnsessaftya ddgvmvmnamgfnssy uazlass 141750
deletion syndrome  p13.3 Tuwihfinunfd (42)
Chromosome 16p133 7.9  Lifidoya amzdedlila ndallefieiasi sus1ade Wadn lasdlunddiendnuel 600273
16p13.3 deletion Ay Iauunnsoamnaiteyn olvrzasluy wla ta deruiaund
syndrome wazAnaelady (43)
Chromosome l6p11.2- 738 <1/1,000,000  Hmurnisarth waldd denuunnseasadleyay fonslundguesiiain - #96
16p11.2-p12.2 p12.2 g1angvh flywmangiinssy Tasslumbhaund widugUanunien m
microduplication an Ynagnnine mamuaulasdesu nssuanmie dauRaunindeuas
syndrome i3 gUsadle sFudn wew (44)
Chromosome 5g12  5q12 78 lifideya msnladruaspaon dnnuunnsesmailya lsraudn Tsnaundau way 615668
deletion syndrome ARAUNG (45)
Chromosome 1p32- 7.6 fswau 7wa e danglnssaussaai msdemeluvesauesdiunesta aladu 613735
1p32-p31 deletion  p31 finunsand syuutaanziinnuiaund Yaanazlwadouainnszimng
syndrome Jaanzludwiolanazln lasdunihiauni 1saaendenilarsd ldideu

UInUMEu ngvewas Tufu deaslnniden wasysnialemilou

19K (46)
Chromosome 1p31  1p31 76 lifideya NUAILUNNTDIRIHNT VYD (ndatile fascia wazRanidy) Tukuanansdn 164750
duplication ylielurzlurewiounfousonumegiuesaeasieo uasdldideou (47)
syndrome
Chromosome 16g22 7.4 lifidoya mInmeuAABnvziLEn Widnndund nszgnilalaiiadey nszgnudiamen 614541

16922 deletion

syndrome

3 a

wAu nswdeulmdinund Tdnvasiaaynuuy aynianuazdatu wate
sedenismels memdesdu Waniiu feylvg) Yaneaynnie aaunay

(48)



https://www.omim.org/entry/613681
https://www.omim.org/entry/613681
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=251028
https://www.omim.org/entry/612313
https://www.ncbi.nlm.nih.gov/gtr/conditions/C3806634/
https://www.omim.org/entry/300845
https://ghr.nlm.nih.gov/condition/22q112-duplication#statistics
https://www.omim.org/entry/608363
https://rarediseases.info.nih.gov/diseases/10853/chromosome-16p-deletion
https://www.omim.org/entry/141750
https://rarediseases.info.nih.gov/diseases/10754/chromosome-16p133-deletion-syndrome
https://www.omim.org/entry/600273
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=261204
https://decipher.sanger.ac.uk/syndrome/96#overview
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5465700/
https://www.omim.org/entry/615668
https://www.sciencedirect.com/science/article/pii/S1028455911001379
https://www.omim.org/entry/613735
https://www.omim.org/entry/164750
https://www.omim.org/entry/164750
https://www.omim.org/entry/614541
https://www.omim.org/entry/614541

Tolsn Ui U guAnIsal dnwazonsvedlsa 91984
Frias syndrome 14q22.1- 7.2 aideya anmlfgnausiulinviedensyangnaiin derdaidn muse nszuenm 609640
q22.3 919 iy wuamAnUnAvesrenliauswilinsaiyiulafaund dafu
héy dwnlnssesnfiaund nduilogounss AnuunnsowaRtyan
“ vy o ) ' a a
waznsiadoulm Tumihldauning amavedu wanulings JUssvRaung
mufutaansuazeTorzduiuginund yuuin (49)
Chromosome 15g11- 6.7  ldfidoya farwunnsemsaidya Tlymmemgdnssy Tenisdn ywuwoan (50) 608636
15q11-q13 ql3
duplication
syndrome
CHDM 6027 66  lifidoya nuillesennsgansiafivnenniimusuiunssandundmiengiuves 215400
nelvan fUleaziionnisasydulat nseaninund uwazenainn1snssae
Yoauzidle (51)
Chromosome 15q14 6.5 <1/1,000,000  fiwuINENY1 JUTARY uazdnvagluniRaund (52) 616898
15g14 deletion
syndrome
Chromosome 17q12 63 lifidoya fanuunnsaansaidann Waminisard ddgmmanginssy waznis 614526
17¢12 duplication wpaiu (53)
syndrome
Chromosome 17q12 63 lifidoya ftgmneiunssyvisenivedlauazssuulaany illiAalaneneuy 614527
17q12 deletion Azen {UIBU19ALAEDINITBUTINMILIEY WauInTa1tlaglanizn1snn
syndrome wazinyeauIw Teuunnsewmnsaitygy ddymmnamginssuuas
1939 (54)
Chromosome 3G29 329 5.7 fsrenuiioy famelygneeu wudn nihnaw sunlng memduwasidesas fiseedhile 611936
duplication A1 30 LAd woziaun@ wazivins ulaun® (55)
syndrome
Chromosome 3g29  3q29 5.7 fs1eu 75 Iimwnisardilasianiznisun anuunnsesweafidyn Sanubedias 609425
deletion syndrome vAE nudgynmangfnssunaznidn envfloinisesiianin 3ina lsnensual
wdsusuaosd (salulnans) lspdaamn (56)
Chromosome 8q22.1 57 lifideya fomseiniwesdeneil wdoulmdwnn fewihdu udeisess gusame 151200
8g22.1 duplication N3EQNNENINTIUNA WUNTERFIvENTEAFUNAY nagiilinsvuas
syndrome wdsinTuvesiinmls uazillspvlsmmnueiin (57)
Chromosome 8q22.1 57 <1/1,000,000  lsAntananueiin JULUUNSTUTREHARAUNG Adlnase AynnTalazuuL 608156
8g22.1 deletion sUTayRaUNG (58)
syndrome
Prader- 15q11.2 5.7 1/10,000 - msnusninziidnuenanuniogounss Auemsaun wigAulagl Jewkin - 176270
Will/Angelman 1/30,000 svihmaeananihbidulsadiunaglsaiumu flieuieeuazoinsdusm
syndrome feunuamunnsesnsaidygy lgwmiamgfngsy wihwinuau e 105830
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Windn JUseie mukasimiadidseu Wawnsalignld (59)



https://rarediseases.info.nih.gov/diseases/2384/frias-syndrome
https://www.omim.org/entry/609640
https://ghr.nlm.nih.gov/condition/15q11-q13-duplication-syndrome#statistics
https://www.omim.org/entry/608636
https://www.omim.org/entry/215400
https://www.omim.org/entry/215400
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=261190
https://www.omim.org/entry/616898
https://rarediseases.info.nih.gov/diseases/13296/17q12-duplication
https://www.omim.org/entry/614526
https://ghr.nlm.nih.gov/condition/17q12-deletion-syndrome#statistics
https://www.omim.org/entry/614527
https://www.omim.org/entry/611936
https://www.omim.org/entry/611936
https://ghr.nlm.nih.gov/condition/3q29-microdeletion-syndrome#statistics
https://www.omim.org/entry/609425
https://omim.org/entry/151200
https://omim.org/entry/151200
https://www.omim.org/entry/608156
https://www.omim.org/entry/608156
https://en.wikipedia.org/wiki/Prader%E2%80%93Willi_syndrome
https://www.omim.org/entry/176270
https://www.omim.org/entry/105830
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U3 YU guAnIsal 971989
Holoprosencephaly 21223 5.5 1/8,000 ansvanveslsaifeaussdumviilluenfeonainiu ewmuluidudn - 236100
1 aupivaesing vieusneenaniulianysel viliawedngunuiisduses
Fnndurdudineiu viliAan e gaynmundaiu emdesinm flu
Fuilaund Fudn sUaie wazidymmianisSeud (60)
WAGR syndrome 11p13 54 1/500,000 - Atheazimulsauzislaluin muend svuulaanisuasssuuduiug 194072
1/1,000,000 Aaund fiamydyaneeu uazeranuiilesenssly (61)
Chromosome 7q1123 53 lififeya Tsnaudn Tlaymnanistews anuunnsewneaidyn wasdymnieda 1372
7911.23 deletion LA (62)
syndrome
Chromosome 7q11.23 53 laidideya fuelseilaziifymaiuimuinislunatessuuessieniy eanisinuls 609757
7911.23 Jeude waldd nelnan@sseuagnihinunfiananufinisudiuiin naulse
duplication Apuiiaunfvesila ldidounsydsan n1zvea (63)
syndrome
Potocki-Shaffer 11p112 53  dswnudes dnmeznsggneendinnsgneTvialequimieuiy nssvteumiuag 601224
syndrome 171 100 LAd nsgulsndslugfnund nmrunnsemsa@tegn wasdaufinisuu
lunthuaznylvan (64)
CDH 15q26.1 52 1/2,500- Wulsaiifionnisyuusuagiinnudssgannlsanils fidnsnsdetings 142340
1/4,000 Wulseiifannaruinunfivesntsas nzdeauildauyselluassdunsm
lsingUsauilgwiiintu (Junalviefonzaeludesioundoutiululuges
Jon naden wazsuniunsasaiulavesdondianiu Ysaldanusawmun
Idwiifnuniidesalimisniifinuniiennismeladiuin weuden wislusied
Fermsyuwsannasngamelanuusiioun (65)
Chromosome Xq223 50  lifideya IsalndniauFesiruiuyia danelygrseu audnarweduniasiau 300194
Xq22.3 telomeric Hindmminuarnsuas wazwadidadenundisdsieiian (66)
deletion syndrome
Wolf-Hirschhorn 4p16.3 45 1/95000 Wudn pudn wdanutilauay nszusnavig yilaund fnalledney oy 194190
syndrome Tnd auunwsssnsafdeyy nngnauiiefisimi e1nstn wazai
finsvesiala (67)
Chromosome 172131 4.0 171,000,000 - mswedeulmdiauinisand dhdselild T8gmvnisieans dnau 613533
17g21.31 9/1,000,000 1n13eeiann (68)
duplication
syndrome
Chromosome Xp11.3 40  ldfidoya famelygneeu lsrgnduusedszamni fleuieeiiiudn (69) 300578
Xp11.3 deletion
syndrome
Chromosome 31331 38  lfideya Wawnsandn Tluminduendnual ineeasiisusneivizmaiiaund 615433

3q13.31 deletion

syndrome

(70



https://www.omim.org/entry/236100
https://www.omim.org/entry/236100
https://en.wikipedia.org/wiki/WAGR_syndrome#Disease_mechanism
https://www.omim.org/entry/194072
https://www.omim.org/entry/613729
https://www.omim.org/entry/613729
https://www.omim.org/entry/609757
https://www.omim.org/entry/609757
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?Lng=GB&Expert=52022
https://www.omim.org/entry/601224
https://www.omim.org/entry/142340?search=142340&highlight=142340
https://www.omim.org/entry/142340?search=142340&highlight=142340
https://www.omim.org/entry/300194
https://www.omim.org/entry/300194
https://en.wikipedia.org/wiki/Wolf%E2%80%93Hirschhorn_syndrome
https://www.omim.org/entry/194190
https://www.omim.org/entry/613533
https://www.omim.org/entry/613533
https://www.omim.org/entry/300578
https://www.omim.org/entry/300578
https://www.ncbi.nlm.nih.gov/gtr/conditions/C3809490/
https://www.omim.org/entry/615433

Tolsn Ui U guAnIsal dnwazonsvedlsa 91984
Chromosome 8p23.1 3.7 fs1w9uni1 50 sunesgydulatiniuninsneunayudnasn dmtindausnaasaios i 39
8p23.1 deletion vAd Anuunnsemaidya famnnsindeulmd yaldliund Jennistn
syndrome Yaymmawgiinasy d@undau widn wihwngaazuau Jnaynnite Faiu

WauUINgs AedY wariizuswyRaung (71)
Chromosome 8p23.1 3.7 1/64,000 woldd Smuinisardh wiwndu Aalnse wavwulsailafinisudduin  #85
8p23.1 duplication (72)
syndrome
Chromosome 12q14 3.6 <1/1,000,000  sunewsyiulaiRneunaen sUTGe Wminldiy ereeedlamiu - #76
12914 a1u1n Walwn13and waznuanuunnsemsanlyan (73)
microdeletion
syndrome
Chromosome 17g23.1- 35  <1/1,000,000  fimwin1sardn fadn susiaRe wumaRaunivesiila e wih wau anil 613355
17923.1-923.2 q23.2 JUSWRAUNG waldth wulsavaendeniilaiy uasnidaiuiilash (74)
deletion syndrome
Potocki-Lupski 17p11.2 24 1/20,000 nuANURAUNRNISIASIASI9II9NY MNUnNTaINsER T 91n1siny 610883
syndrome wnfengueInseediain JUieuAuIre1NTBUSINMILIYY ANnaaile
flasaen nnagneanelavaendu laswsavemasnidenuasiilaRaun
whdspuladld TdgymdunsSeus Tsaunsdu grfngih flullassaiis
Anun@ sUsaRe warlinnededdla (75)
Smith-Magenis 17p11.2 3.4 1/25,000 Taswihniuaznden a1dn uiwlve nsmeude agnuuy fo1nnsdi 182290
syndrome paoAnansznIneiu uivzusulindulunounanshulazionnsmau q fu 9
- a a a a a o v a
Wesnnfimuiaunfveswarindusewiini@inim fheunsieenad
21Ty IUgvnnamgingsy vidrenues JUsaRY nszgndu
nAazUTRnUng (76)
Chromosome 17p133 33 <1/1,000,000  wupwRAUNATIELD FaLEn wunsienelUvesauesduneitla Alad 613215
17p13.3 Aupsaudsivasure dwmuinisat auunwseseaAvygn lsaauns
duplication du(77)
syndrome
Chromosome 17p133 33 <1/1,000,000  sumEsYRUndRaUnANIneULATRIRaER IRAIUINTTAIE AW 247200
17p13.3 deletion unnsensafdeyen Fala TasslumhAaund wiwndu nszuenmuig 3u
syndrome Hunwun lassasnsauesiinuni (78)
Chromosome 19913.11 3.1 <1/1,000,000 sunesylatAnUunAvaneuLazranaen UHeN Ton1snaziu 617219
19g13.11 deletion drunn Wudn fenuunnseasailya waldd slnuaneviedaanzei
syndrome Tsndadnos (79)
Chromosome 2035 2435 22 luifidoya hAetutuulussmmsensie (80) 185900
duplication
syndrome
Chromosome 15025 10 luifidoya nuAHUnNTassaR g diauinmsand sraneiaiulalagingn 614294

15025 deletion

syndrome

Jni lsaienane laseasnesaneiaund (81)



https://rarediseases.info.nih.gov/diseases/3769/chromosome-8p231-deletion
https://decipher.sanger.ac.uk/syndrome/39#overview
https://en.wikipedia.org/wiki/8p23.1_duplication_syndrome
https://decipher.sanger.ac.uk/syndrome/85#overview
https://rarediseases.info.nih.gov/diseases/13390/12q14-microdeletion-syndrome
https://decipher.sanger.ac.uk/syndrome/76#overview
https://rarediseases.info.nih.gov/diseases/10936/17q231q232-microdeletion-syndrome
https://www.omim.org/entry/613355
https://en.wikipedia.org/wiki/Potocki%E2%80%93Lupski_syndrome
https://www.omim.org/entry/610883
https://en.wikipedia.org/wiki/Smith%E2%80%93Magenis_syndrome#Signs_and_symptoms
https://www.omim.org/entry/182290
https://www.omim.org/entry/613215
https://www.omim.org/entry/613215
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=261257
https://www.omim.org/entry/247200
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=217346
https://www.omim.org/entry/617219
https://www.omim.org/entry/185900
https://www.omim.org/entry/185900
https://rarediseases.info.nih.gov/diseases/10990/chromosome-15q252-microdeletion
https://www.omim.org/entry/614294

Jalsa

W e QuAnIInl anwaraIn1svedlsn 81984
Chromosome 22g11.2 80  1/4,000 nwuenuAaUnAvesiladusin Andelideilomnssuugliduiuunnses 611867
22q11.2 deletion Tnssluninduendnuel fmuinisand walddh fanuunnseana
syndrome antayay uazAuanunsalunsiseud (82)
DiGeorge 22q11.21 24 1/4,000 Ygywhlafinsudriuia Tesduninduendnual Andeldie fimuints 188400
Vv A = A v !
syndrome ant iemuunlud flasuneeenationnsdusiumeitu Lsale yvuan

v o

warlsngiAuiuhanesites (83)
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https://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome#statistics
https://www.omim.org/entry/611867
https://en.wikipedia.org/wiki/DiGeorge_syndrome
https://www.omim.org/entry/188400

®

Chromosome Aneuploidies

Nen-lasive Fetal TrisomY test

TasTulgy i) Anwaizmsnluassn ansiiny

1 Lifidoya

2 Lifidoya

3 Lifidoya

4 laifidoya

5 laifidoya

6 laifidoya

7 Liififeya

8 lifidoya wvisyns (84)

9 lifidoya wvisyns (85)

10 lifidoya

11 Lififoya

12 Lififeya

13 Patau's syndrome  aupsduniliuendiesnainiu suzidn Ununianaulnd duse mandaulundadinvasnaanlu 1

v lawazszuuvielaanzRaund Wilafiound Wifinszgnuau dafu &lawi@en)

(86)
14 Lififeya
15 Liifiaya
16 lifidoya wisymshulasunausnvesnisasasss (88)
17 lifidoya
18 Edwards anssdmeslanladudomely ludundallseonmudedininseandy  Aswzidn nanadn nnileunn dadauiv
Y Y
syndrome wids Unuwdamenulyd anadnudeinssinsansliadey wuudu dadl WUANNLNNIBIN AR oYY T WU
8. v v e Y PN a ' e o
soinde whn TddeunseyUsau lauagiilafinun@ (86) mendaulwn)BeTinudsnaenniely 1 3
(89)
19 Liifiaya
20 Liifiaya
. o & A& voaa v - o 9 o I’
21 Down's syndrome  Inssauesvened nszgnaynidinvieliill duneviu vaeaidoauns faneourluvifanis nendaulund
Anund wugaualuimila lauan nsvgnuawndensegnéiuuidu (90) naztliyandeu uasnuaniatnAzes

fameau - i sialaiinag (91)

22 Liifidoya wisysshulasinausnvesnisesassa (92)



https://en.wikipedia.org/wiki/Trisomy_8
http://www.smj.org.sg/sites/default/files/5207/5207cr4.pdf
https://europepmc.org/article/med/25593701
https://casereports.bmj.com/content/2012/bcr-06-2011-4381
https://www.sciencedirect.com/science/article/pii/B9780323445481001534
https://europepmc.org/article/med/25593701
https://ghr.nlm.nih.gov/condition/trisomy-18
https://obgyn.onlinelibrary.wiley.com/doi/full/10.1002/uog.12364
https://pediatrics.aappublications.org/content/128/2/393
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3569106/
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https://rarediseases.info.nih.gov/diseases/3765/chromosome-7g-deletion

https://rarediseases.org/rare-diseases/chromosome-18g-syndrome/

. https://rarediseases.info.nih.gov/diseases/3773/chromosome-9p-deletion

. https://www.malacards.org/card/chromosome_14q11 g22 deletion_syndrome

. https://ghr.nlm.nih.gov/condition/1p36-deletion-syndrometstatistics

. https://www.malacards.org/card/chromosome _6q11_gl4 deletion _syndrome

. https://www.malacards.org/card/chromosome_8q121 g212 deletion_syndrome, https://www.omim.org/entry/600257
. https://www.malacards.org/card/choroideremia_deafness_and _mental_retardation

. https://rarediseases.info.nih.gov/diseases/3738/chromosome-1q41-g42-deletion-syndrome

. https://www.omim.org/entry/612863

. https://ghr.nlm.nih.gov/condition/dandy-walker-malformation#statistics
https://rarediseases.org/rare-diseases/chromosome-18-monosomy-18p/
https://ghr.nlm.nih.gov/condition/10g26-deletion-syndrome
https://www.malacards.org/card/chromosome 3pter p25 deletion_syndrome
https://www.omim.org/entry/613564
https://www.rarechromo.org/media/information/Chromosome%20%205/5q14.3%20deletions%20F TNW.pdf
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?L.ng=GB&Expert=1587
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=276413
https://www.omim.org/entry/614846
https://www.malacards.org/card/chromosome 15g26 qter_deletion_syndrome
https://journals.lww.com/md-journal/fulltext/2020/02210/prenatal_diagnosis_of 6pter p24 deletion_syndrome.58.aspx
https://www.omim.org/entry/606708
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=261483
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4131946/
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=261476
https://en.wikipedia.org/wiki/Cri_du_chat_syndrome#Signs_and_symptoms
https://ghr.nlm.nih.gov/condition/wagr-syndromettstatistics
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=238750
https://ghr.nlm.nih.gov/condition/yuan-harel-lupski-syndrome#statistics
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=195
https://ghr.nlm.nih.gov/condition/jacobsen-syndrome#statistics
https://www.cytocell.com/probes/110-digeorge-ii-10p14
https://en.wikipedia.org/wiki/Langer%E2%80%93Giedion_syndrome#Diagnosis
https://rarediseases.info.nih.gov/diseases/13391/2p15p161-microdeletion-syndrome
https://www.omim.org/entry/613603

https://www.omim.org/entry/613604
https://rarediseases.info.nih.gov/diseases/12766/microduplication-xp1122-p1123-syndrome
https://www.omim.org/entry/613681
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=251028
https://www.ncbi.nlm.nih.gov/str/conditions/C3806634/
https://ghr.nlm.nih.gov/condition/22q112-duplication#statistics
https://rarediseases.info.nih.gov/diseases/10853/chromosome-16p-deletion
https://rarediseases.info.nih.gov/diseases/10754/chromosome-16p133-deletion-syndrome
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=261204
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5465700/
https://www.sciencedirect.com/science/article/pii/S1028455911001379
https://www.omim.org/entry/164750

https://www.omim.org/entry/614541

https://rarediseases.info.nih.gov/diseases/2384/frias-syndrome
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https://ghr.nlm.nih.gov/condition/15q11-q13-duplication-syndrome#statistics
https://www.omim.org/entry/215400
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=EN&Expert=261190
https://rarediseases.info.nih.gov/diseases/13296/17q12-duplication
https://ghr.nlm.nih.gov/condition/17q12-deletion-syndrome#statistics
https://www.omim.org/entry/611936
https://ghr.nlm.nih.gov/condition/3g29-microdeletion-syndrometstatistics
https://omim.org/entry/151200

https://www.omim.org/entry/608156
https://en.wikipedia.org/wiki/Prader%E2%80%93Willi_syndrome
https://www.omim.org/entry/236100
https://en.wikipedia.org/wiki/WAGR_syndrome#Disease_mechanism
https://www.omim.org/entry/613729

https://www.omim.org/entry/609757
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?L.ng=GB&Expert=52022
https://www.omim.org/entry/1423407search=142340&highlight=142340
https://www.omim.org/entry/300194
https://en.wikipedia.org/wiki/Wolf%E2%80%93Hirschhorn_syndrome
https://www.omim.org/entry/613533

https://www.omim.org/entry/300578
https://www.ncbi.nlm.nih.gov/gtr/conditions/C3809490/
https://rarediseases.info.nih.gov/diseases/3769/chromosome-8p231-deletion

https://en.wikipedia.org/wiki/8p23.1_duplication_syndrome

https://rarediseases.info.nih.gov/diseases/13390/12q14-microdeletion-syndrome
https://rarediseases.info.nih.gov/diseases/10936/17g231g232-microdeletion-syndrome

https://en.wikipedia.org/wiki/Potocki%E2%80%93Lupski_syndrome

https://en.wikipedia.org/wiki/Smith%E2%80%93Magenis_syndrome#Signs and_symptoms

https://www.omim.org/entry/613215
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=261257
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=217346
https://www.omim.org/entry/185900

https://rarediseases.info.nih.gov/diseases/10990/chromosome-15g252-microdeletion

https://ghr.nlm.nih.gov/condition/22q112-deletion-syndrome#statistics
https://en.wikipedia.org/wiki/DiGeorge_syndrome
https://en.wikipedia.org/wiki/Trisomy 8
http://www.smj.org.sg/sites/default/files/5207/5207crd.pdf
https://europepmc.org/article/med/25593701
https://casereports.bmj.com/content/2012/bcr-06-2011-4381
https://www.sciencedirect.com/science/article/pii/B9780323445481001534
https://ghr.nlm.nih.gov/condition/trisomy-18
https://obgyn.onlinelibrary.wiley.com/doi/full/10.1002/uog.12364
https://pediatrics.aappublications.org/content/128/2/393
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3569106/
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