PdCUUUUL AELEShUU

1. Qbup'

U-pMula Ywd wynihwbwwhnwiphtu onpw Ynnwynpnn Fule-h hwindws
RP-Eygnuutiphg U huwnpnuubiphg Yuwqdywé LIS hwonpnwywunipyniu L
Q-MNLl3- wd VFLlE-npwuuwngnuwiht dwgdwu VYUl3-h hwonpnwlwunieyniu
+-"YUla-h ypyuynn hwonpnwlwunieyniu £

2. huwnpnup’

U-Stup Ynnwynpnn hwwndws £, npp dhon Gupwyw £ npwuugwghwip

P-Qtup synnwynpnn hwwnyws k, npp Yndwtdbunmwp hwndwdp htinwgynid
Uwfuw-ultLIla-hg (pre-mRNA. wpngtiuhugh pupwgpntd

S-FUI3-h nbwhywghwih $bpdbunm |
T-Qtup Ywpgwynphs hwonpnwlwunyejwu wnbuwy

3. Ujnbpuwwnhy uwwjupugp Ywpnn £ hwugbguby’

U-£pndnundubiph Ypluwwwnydwup
R-TUI3-h nbwhywghwih dwfunndwup

S-UtY qbuhg Ynnwynpynn nnwppbip MNFLIG/uwyhnmwyniguiht wpryntupubipp
wnwowgdwup

+-"YU(3-hg pninp huwnpnuubiph hGnwgdwup

4. Nppwu £ dwpnnt hwwynhn gundh dnunwynp swihp:

U-3,2 dhjhnt u.q.



R-32 dhihwpn u.q.
%-6,4 dhjhwpn u.q.
™-3,2 dhjhwpn u.q.

5. Uwpnnt gbiundh np nnnynutu £ wudhowwunpbu Ynnwynpnud uwyhwnwynigutip
(Eygnuwyjphu hwonpnwlywuntejniu):

U-~1,5%
P-~10%

Q-~25%
+-~50%

6. N"n wbipdphuu £ uwhdwunw npnawyh gbup Ywd (nynwh wypunpwupwihu dup:

U-Stunwinphy
R-dGunnhy
S-dwyyninhwy
U 6

7. huswt’u £ Yngynud dYy ppndnundp dpw dhwupt dwnwugynn b onpwjulgywsd
wikutiph Ywd d&y uniytininhnuwhte winihdnp$hqdutiph (SNP) pinlyp:

U-Stunwinhy
P-Ywphnunhy
S-Lwynuinhw
-dLuninhy



8. h"uy £ wulinngbup:

U-Uhuptunhly uyhwnwynig Ynnwynpnn qbiu

P-dhpniuwjhtu qbuh wdpnnonipjwdp dninwghwih Gupwnplyywd ubpnpywsd hwindwsd
S-Uhwju uwnduwjhu qupgugdwu pupwgpntd Epuwyntuynn qtu

-SGGundwihu ng pniuyghnuw hwonpnwywunie)ni, npp udwu £ $niuyghnuw| qtuh:

9. Np qbubunpywywu nmwpptpwyutipu Gu uwhdwuynd npwtu 1 Kb Ywd wybh dbé
swithh Fuld-h hwwnywdutip, npnup Ywpnn Gu niubuw] wiGiubph nwppbp
pwuwlynigyniu (0, 1, 2, 3, 4 L wyu)' hwdbdwwnwd gbundh Jinw hwndwdubiph htiwn:

U-Uhwunwyininpnwjhu wynihdnpphqd (SNP)
RP-hunkb (Indel)

Y-Pnihnfuwywu pyYny hwinjwdubtin (CNV)
-Mnpbipnuntjwtu npwuuinywghw

10. Pdolwlwu gbhubinhyuwynud h’us £ uawuwynud «wuhwdwuwpwlzhn onpwjwlygnid»
(linkage disequilibrium) wtpdhup:

U-Mnwnijwghwjnd witjubph ywunwhwlwu pwtunwd

R-UtY ppndnundh Yypw gnuynn tnmwppbp inynwutipnd wiGiubph ny ywwnwhwlwu
qnigulgnid

S-Uhwngh pupwgpntd ppndnundutiph $hghlwlwt fugnid
“-Utjngh pupwgpnid pnyp ppndwwnpnutiph spwdwuybp

11. Lpndnundubipph n’p hwndwdu E punypwgnynid gbubph d6é pwuwynigjudp b
wwhy inpwuuyphwghwyny:

U-Entppndwwnptu



R-Lbwnbpnppndwwnhu
G-8tuwmpndtipwihu opowtiutin
T-Uwwinbhnwhu Yol

12. N°pu k dwpnnt gtiundh CpG Ynqyuyubpnud VYula-h dbphjwgdwu YEluwpwuwlywu
Uowuwynieniup:

U-Nwhwghwih uygpuwltivp Uawagnbip
R-TUf3-h tpyonpw fugnudubip wnwyowgubin
S-Qtiup Epuwypbuhwu Gugkip Ywd |ntgubip
T-Spwuuywghwih wpwgnentup dadwgubin

13. Np dGjuwupquu £ wywhnynd dwpnne wpwywu W hguwu ubnp
ubpluwjwgnighsuiph dnuin X-ppndnundht onpwjwlygyws qliukiph pwuwywlywu
wmwppbpnenutbph $niuyghnuw| thnfuhwwnnignidp:

U-X-ppndnundh huwywnhywgnid (lyonization)
P-Y-ppndnundh hhwybpwYywunhyjwgnid

G-Untinnund ppndnundh gliubiph Epuwypbupwih uquqbgnid
T-Uwjpwlwu X-ppndnundh hdwyphuwnpug

14. N"p dGfluwuphqdu £ uupwgpnid deY dunnhg dwnwugqwd wibh donwywu ny
$niuyghnuw| Ywpgwyhbwyp' Yura dbphjugdwu dhongny:

U-Uypunpwiipwhty uwjwjuhug
P-QGundwjhu hdwphuwnhug
S-Ujth nnquyhtu Yndwbuuwynpnid
F-Ujh nhppwjht £ty



15. 2pndnundh n"p wmbuwlu niup dwijpwdwupt 2w dnin nbnuluwyjwd gbunpndbp,
hush htiinbwupny p nwup gnpduwlwund pwgwluwynd £, bW wnlw Gu dhwju
uwuwnbijhwnubp:

U-Ubtiwnwgbuwnphy
P-Unipdbunwgbiunphy
S-Uynngtinphy
N-Skingliuinphly

16. Uwpnnt n"p ppndnundubipu bu ywwnywund wypngbunphy fudphu:

u-,2, 3
P45

Q-18, 19, 20

V13, 14, 15, 21, 22

17. N°p wbipdphuu £ uyupwgpnd hwwinhn ppndnundwihu Yuaqdh 62gphn
pwqdwwwwnhy wybwgdwup (on.' 3n = 69):

U-Uubiniwynhnphw

R-Minhwinhnhw
S-Ununundhw

“T-Unqwhghqu

18. X Y ubnwlwu ppndnundubiph dwjptpnud ginuynn wyulinnwniinnund
opowuubipnud (PART L PAR2), h"us gbubinhywlwu hpwnwpdnieiniu | wbinh niubuncd
wpwywu dbngh dwdwuwy:



U-Stutiph wywnhy wnpwuuypphwyghwt wdpnnonipjwdp nwnwpntd
R-X ppndnundh huwYwnhywgnidp tnwpwdynwd £Y ppndnundh Ypw
S-Lndninghwwt nGYndphuwghwt nbinp £ niubunwd unpdw)
-2pndnundubipp Gupwpyynid Gu dounwywu fugdwu

19. N°p dniynyu & gbubinpywywu nbnblwwnynipyniup Ynphghg thnfuwugned
nhpnund’ uyhwwlynigh uptupbgh hwdwnp:

U-nMufle
P-dNLIG
Q-nNULle
T-miNLId

20. YUl3-h n"p unyinunpnu £ gnyg Yugdnd wnbupup htwn:

U-8hwnghu
P-Gnwwupu
Q-fahdhu
“HNipughy

21. Spwuuyphwghwt wnwowgunwd £

U-YUrd' NFLI3-hg
P-NLIG YUI3-hg
S-Uwhwwlynig' NFLIS-hg
T-YUI3 uwyhwnwynighg



22. Rwup” unytinnhnhg £ puwnyugwsé Ynnnup:

U-1
P2
q-3
V-4

23. GGuph np hwwndwdu £ unynpwpwp wwpniuwynd inpwuuyphwyghw Ywpgwynpnn
hwonpnwlwuntejniuubip:

U-Mpndnwnp
P-Uhwju Eyqnu
S-Uhwju puwnpnu
N-(3Gndbip

24. Enlyuphnun qbupu-Yndytdtunwnp np dwut £ dunwd hwunty mRNA-nwd
uwwjuhughg htwn:

U-huwnpnu

P-Eygnu

Q-gGuwnpndtip
N-(3tindbip

25. huwnpnuubpp hbnwgynid bu bwuw-dNFLI3-hg htnlyw| tnwuwlubpny’

U-Nwhlughw



P-MULI3 uwwjuhug
S-Spwuujwghw
T-YU(3 dbphjwgnid

26. YUl dbGehjwgndp unynpwpwn wbinh E niubuntd.

U-Uhwju wnbuphuny hwpnwun phiindtputipnwd
P-Shuinghunw' CpG nbnwdwubpnud
S-MHhpnundwjht uwyhwwynigutipnid

MLl Ynnnuutipnid

27. Uwpnnt gbundp dnnwynpwwbu pwup” uyhwnwynig Yynnwynpnn gbiu &
wwpniuwynid:

u-500
F-2,000
§-20,000
"-200,000

28. Stndbpubpph hhduwlwu $niuyghwt £

U-NMwhwwub| ppndnundubiph dwyptpp
P-Pwgwnwwbu Ynnwynptip nhpnundwjhu MNLIG-u
S-rupwub| npwuuyphwghwu

“-UYubi| mpwuywghwu



29. X-ppndnundp huwlwhdwghwu hhduwywunw wnbnh £ niubunud’

U-Pqwywu ubinh undwwnhy pohoubinnid
P-Upwywu utinh undwwunhly pohoubipnid
S-Uhwju uybtipdwwnngnhnutpnud
-Uhwnnpnunphnudubpnid

30. X-ppndnundp huwywnhywgnudp uywuwnnd £

U-Stutiph nnqujhu thnfuhwwnnigdwun
R-Sphundhwjh wnwowgdwup
S-Uhwnnpnunpphw| dwnwugdwup
T-UI3-h nbwhywghwhu

31. X-ppndnundh htin onpwjwlygdwsd hpjwunnypjwu dnunwghw Ypnn Yhup Ywpnn
wfuwnwuhoubip niubuw] htwnwwh ywwnbwnny.

U-X-ppndnundh wuhwdwswih wywwynmhywgnid Ywd w)| dGfuwuhqdubip
P-GpYypnpn X-ppndnundh pwgwwinie)ntl

Q-X-ppndnundh htin onpwjwlygwd gtup Gpynt dninwghwubp trans nhppnid
-Pninpp 6hown Gu

32. Cwqywnbwy hwunhwnn nbgtiuhy hhjwunnieiniup wynwniywghwnd Yupnn
hwdbtdwunwpwp nwpwddwsd |hub| hGnlwh wwunbwnny.

U-<hduwnph EdGYun (founder effect)
P-Ypnnubph [hwlwwnwp puwgwyw)nieintu
S-dwnwuqdwt pwgwlw)nipintu



T-Lwdpunhwunip whubunpwuwnie)niu

33. Upjntuwygwywu Yuwwp Ywpnn £ dbdwgub) htnljwh hwwuwlwunie)niup.

U-<wqywnbiy ntgbuhy wnwppbipwyutiph qdny hndnghgnunnientu
R-Uhwju unp nndhuwuwn dniinwghwubip

S-Uhwju dhnnpnunppwy dntinwghwubp

T-SGundp hnihnfuwlywu pYny hwndwdubipp

34. Unwnnund-nndhtwtn hwdwfuwnmwuhoh ywpwagwinwd, hhjwun b htGnbpnghgnun
dty dunnh W wnnng djniu dunnh jnipwpwtgnip wwnnh dnun wwengbu tnwpptipwyp
dwnwugldwu nhuyp Ywqdnw k

U-0%
P-25%
§-50%
+100%

35. Untnnund-nbigbiuhy dwnwugdwtu nhwh nbwpnwd pnidwnnth dnwn
wwuwnwufuwuwwnt gbuh d6Y wwpengbtu b dGY hwjwuwlwu wywengbiu
wmwppbpwlubph pwgwhwjndwu ywpwgwnud gliubnpy pbunph ywunwufuwund
anyws tgpnypubinhg nnu £ dhaw

U-Gpynt tnwppbipwyubipp dhwugwuwly gunuynid Gu trans nhppnid
P-sh hwuwnmwwnynd hwdwhunwuhoh qbutinnhy wiunnpnanwip
SY-hwuwnnwwnynud £ hwdwfunwuhoh Yhuhjwlwu wfunnpnondp

-Gpynt mwppbpwyubpp Ywpnn Gu gyt cis Ywd trans nhppbpnud



36. Unuwnnund-ntigtiuny hhjwunnipjwt wwengbtu ghubnphluwywu wmwppbipwy Ypnnp
unynpwpwp nwup.

U-Nwpengbt tnwpptpwyh hndnghgnun Ywpquyhtwl
P-Mwpnqbit mwpptpwyh htintipnghgnun Yupqwyhtwy
G-MNwpengbu nmwpptipwyh htdhghgnun Yuwpgwyhbwy
-Nuwpengbu nmwppGpwyh unyhund (nullisomic) Yuwpqwyhbwy

37. X-onpwjwlygywsd ntgtiupy hhjwunnyeiniuutipp wytijh tnwpwdjwsd Gu
wnnwdwnpnywug dnw, pwuh np upwup niubu.

U-Syjw| gbuh wwpengbiu mwppGpwyh Gpynt oppuwy cis Yupgwyhbwynid
R-SYjw| gbiuph wwenqbu twpptipwyh dGYy opptiwy
S-Syjw gbiup wwpengbu twppbpwyh Gpynt oppiwy trans Yupgquyhbwynid

T-Sqjwy gbiup Gpynt ywpengbu nmwppbpwlutph Yndwywniun htGntpnghgnun
Gupquihtwy

38. Snhdwdwnp ytpnwdniejniup hhduwlwunwd Yhpwnynud L.

U-dbipnwdtiint dwnwugdwu nbuwyp punwuhpnid

P-Pwgwhwjnywsd qbubinpyuywt nmwpptpwyh nwuwlwpgdwu hwdwp
S-Utuqbiph ubipyGuwynpdwu wpryniuputiph ybipunnigdwu hwdwp
T-Pwgwhwynywd gbubinpyulywu tnwppbpwyh dwanudp hwuwmwnbiint hwdwp

39. Lunwubywu nnhdwdwnp gnyg L mwihu dh hwwnlwuhg, npp sh npulinpynid
pninp ubipniunubipnud, hwwuwpwwbu wannud £ U nnwdwpnywug, W Ywuwug ypw,
W hwbwlu h hwywn £ quihu wnnng wqgqwyhg dunnubph ubipniunubph dnwn: N°pu k
dwnwuglwu wdttwhwywuwlwu Gnwuwyp:



U-Untinnund-nndhtwtw
R-Untinnund-nbtigtiuhy
S-X-onpwjwygywd nndhuwuwn
-Uhwnpnunphw

40. N"pu £ dwpnyuwug dnin dhinnpnunphw| dwnwugqdwu hhduwlwu wnphwp:

U-Untwnnund-nndpuwuwm

P-Lwjpwlwu

S-Uwjpwywu

-X-ppndnundh htiwn onpwjwlgywsd ntigbiupy

41. <pwun nmnwdwnpnp qbubimhjwywu hhjwunnipniup thnfuwugnid £ hp pninp
nnwwnpbphu, uwluwyu ng dh npne: dwnwugdwu n’p whwu £ uw nwuwywunpbu

gnigwnnny:

U-X-ppndnundh hbwn onpwjwlygywsd nndhuwwn
R-X-ppndnundp htivn jwwywd ntgtiupy
S-Untinnund-ntigbiuhy

-Y-ppndnundh htin onpwjwlygywsd (hnjwunphl)

42. Gpb nwuwywu wnunnund-nkgbuhy hhjwunniejwu dninwghwih Gpynt Ypnnubip
(hGinbpnghgnwnubip) bpbluwubp Gu niubund, wwyw nppw’u | hwdwuwwunieniup,

nn tipGfuwu Yihtup Ypnn:

U-100%
P-25%



Q-75%
+-50%

43. N°p wbipdhut £ uyupwgpnud wju Bplnyep, Gpp dhliunyu hhdwunnieiniu
hwpnignn gbiuninhwu niuignn wuhwwnubph dnun npubunpynwd Gu YihupYuywu
dwupniejwu nmwppbp wunhbwuubp Ywd nwppbp wiunwuhoubn:

U-Ns |nhy wtubunpwuwnnie)niu
P-Pnihnfuwywu Epuwypbuhyniejniu
S-Lnynuwjht hbinbpngbunieniu
U Gjwjpu htwnbpngbunte)niu

44. Uuhwwnp dwnwugnud £ dniinwghw wnwnnund gbuntd, uwwju hhywunniejwu
npuk Yihupywywt whunwuhy sh npuunpnud: Uhusnbin upw Gpbijuwt dwnwugnid £
unyu dniinwghwt W étinp pbpnwd hhjwunniejwu (hwpdtp Yihuhywlywu wwwnybipp:
Uw hbwlywih ophtuwy £

U-Ns inhy wbubunpwuwnnie)niu
R-®nihnfuwlwu Epuwpbiuhynip)niu

S-UGnwlwu pohoubtinh dnquhghqu
F-YUnnndhuwuwnnieintu

45. Lhinbpngbuneywu n’p wbuwlu b npulinpdnud, tipp |hndhtu mwppbip gbiubph
(epndnundwihtu twpptp |nYnwutipnd gunuynn) dnunwghwubipp hwugbigunid Gu
dhlunyt Yihuhywlwu tuninhwhu:

U-Ujtjwjht hGinbpngbunipniu
P-Yhuplwlwu htwnbipngbiunte)niu
S-dLunnhwwjht hinbipngbunie)niu



T-Lnynwuwhu hbinbpngbunyeniu

46. Yhunng $hppngp Ywpnn £ ywjdwuwynpgwsd (hubip CFTR qbuph hwqwpwynp
wmwppbp dnunwghwubipny: Wu hpwyphtwyp htinmywih un oppuwyu k.

U-Lnynwwihu htinbpngbuntejniu
P-Ewhuwnwgq

G-U Gjwihu htiwmbpngbuntejniu
-MGnunpnwhw

47. dwnwugdwu n"p wmbpdhut £ punpnonud wju Gplinyehu, tpp dbYy giubnplulywu
dninwghwt dhwdwdwuwl wnwowgunwd £ tnwppbip opquu-hwdwlwpgbipnid

npulinpynn pwqdwpehy, wnweht hwjwgphg hpwnp htiv Yww sniubignn $hghlwlwu b
YGuuwphdhwlywu wiunwuhubn:

U-4nnndhbwlwnnieiniu
R-MGnunpnwhw
S-hdwyphuwmnhug
+-Mnhgbiu dwnwugnwd

48. Snwdwpnp hp dhwy X ppndnundh Yypw Yptiny dbYy wwenqbu tnwppbipwy, upw
dnwn hhjwunnieiniup |hwndbp npuunpynud £, pwuh np innwdwpnhy
Ywnnigywdpwjhu wnnwiny Gu X-onpwjwygywd |nynuubiph tywwndwdp:

U-LGwntipnghgnun
R-Lndnghgnun

F-TMinjhynpn
"-Lbdhghgnun



49. N°p nhuwdhy dwnwugiwu dGfuwuhquu § ywwnwufuwuwwnne Lwuphugenuh
hphJwunnijwu hwdwn, nph nbiwpnid hwonpnnn ubpnunutipnid hhjwunnyejwu
Yhupywwu npubunpnuubpp pwpnwunad Gu, huy Rpuunpdwu wwpphpp' ujwgnid:

U-Utinhghwwghw

P-QLundwjphu hdwpphuwnphug
S-Uhwnpnunphw| hGinbpnwjwqdhw
T-Snuwnwjhtu dnquhghqu

50. Gpbifuwjh dnin Mpwnbip-4hihp hwdwfunmwuhou qupgwuntd £ hnp Ynndhg
thnfuwugynn 15q11-q13 hwwndwdh $niuyghntw| npuunpdw pwgwyw)nipjwu
htimbwupny: Gt Gptluwu niup dnphg unwgywd 15-pn. ppndnundh tipynt oppuwy,

www wjn yhdwlp Yngynud £

U-Stipdhuw ntbghw

P-Uwjpwywu dhwdunnwjhu nhundhw (UPD.
G-Lwjpwlwu dhwdunnwihu nhundhw (UPD.
T-dwywuwpwyonjwd npwuuinywughw

51. Uwpnnt gbubinpluynid hbnlyw) wpjwt fudpbiphg n"pu b npulinpnid
Ynnndpuwuwnipntu:

U-Rh-npwlwu / Rh-pwgwuwlwu
P-Kell wpjwu funwip

S-0 wnywu funwp

-AB wnjwu funidp



52. X-ppndnundh hbwn onpwjwygqwsd nbgtiuhy hwqyunbw hhjwunniyejwu (ophuwy’
A htdndhihwih) nbwpnid, Geb wnnng Yhtu Ypnnp Gpbluw £ niubund wnnng
nnwdwpnnig nnwdwpnnig, nppw’u £ wninw Gpbluwh dnin hpdwunnipywu
wnlywynipjwu hwywuwlwunteniup:

U-0%
P-25%
§-50%
+-100%

53. Uthwuwp unyu gbunwd Ypnud § Gpyne tnwppbp wwengbu dnunwghw, pun npnud’
dby dnunwghwu gunugnd £ hwypwywu, puy dnwp' dwjpwlywu ppndnundp ypw: u
wuhwuwp punpnaynud £ npwtid’

U-<ndnghgnun
P-YUndwwniun-hGwnbtipnghgnun
S-Uplyuwyh htidhghgnun
+-Unquhy Ypnn

54. Yhuu niup X-ppndnundh htin onpwjwygywd ntgbiuhy hhywunnipjwdp tnwnwwnn

tnpwjp: Lpw hwypu wnnng k, huy dwypp' wndjw; hhjwunniyejwu wwengbu
nwppbpwyh Ypnn: Ypuu niup vwl d6Yy wnnng npnh: Nppw’u | hwjwuwywunyegniup,
np Upw hwonpn npnhu unyuwbiu Ynwbuw wyn hhjwunnie)niup:

U-0%
P-25%
Q-50%
+-66.7%



55. Pnidwnnth punwuppnid, npuintin Ywu unyu dhinnpnunphw hpjwunniejwdp
wfunnpn2dwd pnyp W Gnpwyn, wyuhwjwn § hwdwfunwuhoh Yihuplwlwu pwupn
npunpdwt tnwppbpnuyeyniuubpp upwug dhole: N°p defuwuhquu £ jwdwgnyuu
pwgwwnnd wju nhnwpynidp:

U-Untwnnund with thnthnfuwwt yGubnpwuwnnie)niu
RP-Lbwnbpnwjwgdhw W dhinnpnunphwy bottleneck EdLluinutip
Q-X ppndnundp huwyunhywgnd

-Uhwnpnunphwi gtup thnthnfuwwt Epuwyptiupyniejniu

56. Gpbluwu nuh wnwwnnund-nndhtwuwn hhjwunnientu hwpnignn qbuh ywengbiu
wmwppbpwy: Uwipp Ypnwd £ unyu wnwppbipwyp, pwig sniup npluk Yihuhyuywu

npubnpnid, uwlwiu dnptinpwypp Uywpwanyti £ udwtwwnhw Yihuhhwing: <wipp sh
Ypnud wyn wwippbpwyp: hust £ jwdwgnyuu pwgwnpnud dnp $Guninhwp:

U-Utiinhghwwghuw

P-Ns |nhy wEUGWpWUWNEiNLU
F-Pnihnfuwywu Epuwypbuhynieiniu
-MGnnpnwhw

57. Gpynt ns wgqwyhg pnidwnniutip Ypnud Gu wninnund-nndpuwuwm hwdwfunwuhsh
htin wungugywd gbiuh dhlunyu wwengbu wmwppbpwyp: Lpwughg dayh dnunn wju
npunpynud £ dhwyu upnp dhoht wunphbwuh wweninghwny, huy djnwh dnn' upunp,
Ydwfuph b wspbiph dwup wunmwhwpdwdp: buswt’u | pugwwnpynd wju Gplnyep:

U-Ns inhy wbubunpwuwnnie)niu b wiinunpnwhw

P-Pnihnfjuwywt Epuyptiupynipintu b yiGninpnwhw

S-Ng |npy wEuGWpwuwnnyeinu W dhwynndwuh dunnulwu nhundhw
-Lnyniuwihu hbinbpngbunyeinu W wyGnunpnwhw



58. dwnwugdwu np wnbuwu § unynpwpwp hwjwuwpwwbu wgnnud
wnwdwpniwug b wuwug ypw b Ywpnn £ npulnpyb jnipwpwugnip ubpunnid:

U-Unwwnnund-nndpuwuwm
R-Untinnund-nkigbiuhy

G-X-onpwjwygywsd ntigbuhy
“H-Lnjwunphy

59. Unnng dunnubiphg dujwd hphywun tGpbjuwubipp hwunwwbiu yyuwnud Gu hbGnlywih
dwuu.

U-Unwnnund-ntigbuhy dwnwugnid
R-Mnhgbit dwnwugnid
S-hnwunphy dwnwugnd
“-Uhwnpnunphw| dwnwugntd

60. Upjnitwygwywu Yuwwp dedwgunid | hGnlywih hwywuwywuniejniup

U-Unwnnund-ntigbuhy hhjwunnipniuttp

P-Uhwju Y-ppndnundp htin onpwjwygywd hhjwunnipniuutip
S-Uhwju dhnnpnunphw| hhjwunniejniuutin

T-Pwgwnwwbu ppndnundwjhu winphundhwtbp

61. N°p oppuwswihnipniut  punpng X-ppndnundh hbin onpwjwlygdwsd nbgbupy
dwnwugdwun:

U-<nphg npnniu thnfuwugnidp tnwpwéywd &
R-Uytilh 2wun nnwdwpnhy tu wjiunwhwpynid



S-3nipwpwtgnip Yhu wbwnp £ wiunwhwpywsd |hup
-Chdwun hwyptpp qbubnpy fjuwpwpnwp thnfuwugnwd Gu pninp npnhutiphu

62. X-ppndnundh htin 2npwjwlygywsd ntgbuhy hhjwunniejwu gbiuh Ypnn Yung
qnigpuytipp wnnng £: Lpwug npnnt dnwn hhjwunniejwu wnjw)niejwu nhulyp
Ywqund £

U-0%
P-25%
§-50%
+100%

63. Uhwnnpnunphw) dwnwugdwu punpn? hwwnwupou £

U-Uwjpwlwt thnfuwugnd

P-®Pnfuwugnid hnphg npnniu

S-<hJwunnieiniu, npp hwunhwnud £ dhwju uwuwug dnn
Y-Pnfuwugnid e dhnnpnunphwi W pE Ynphquihu gbubipny

64. Lnyu Wwpengbu wppbpwyu niutignn wuhwwubph dhwju dh dwup dnwn
hhJwunniejwu npubunpybint Gpunypep Ynsynid |

U-Ns |nhy wbubunpwuwnnie)niu
R-®nihnfuwlwu Epuwpbuhynip)ni
F-Utnhghujwghw
“-hdwphuwnpug



65. Lnyu Wwpenqbu lwppbpwyu niubignn wuhwwnubiph dnwn hhjwunniejwu
thnthnfuwlwt Yhupyulwu npubinpdwu Gplnyep Ynsgynwd £

U-Epuwypbuhynipntu
P-MGubunpwuwnnieinLu
S-Lbwinbpnwyjwgdhw
“+-Unquhghqu

66. Ny (nhy whubGwmpwuwngniup tpwuwynd k, np’

U-Unwwnwghwt dhown ntup dwup npultnpnd

RP-SYjw| giuninnhwu niubignn npn2 wuhwwnutiph dnin Yihupyuwu $unnhwp
pwgwlwnid

S-Ununwghwu dhpuin nbgtiupy £
F-Pninp wuhwwnubipp hhywtn Gu

67. Pohoutipnnid dhinnpnunphw| dnwwnwghw Ypnn Fule-h wmwppbip pwuwlubipp
wnlwjnieintup Yngynid £

U-Unquhghqu
R-Lbwnbpnwyjwqiphw
S-hdwyphuwnhug
V-Ulinhghuwjwighus

68. Abubinhywlwu wunhghywghwt nwuwywunpbu Yuwwsd £

U-GnwunwyGninhnwphu Ypluniejniuubiph punjwjudwu htwn
R-Udpnnowlwu ppndnundh nbijighwjh hbwn



S-Uhwju Mnpbipnuntjwt nnpwuuinwughwih htwn
T-Uhwju dhinnpnunphw| dwnwugdwt htwn

69. LoJwdubiphg n"p hhquunnyeniut £ juwyyws wunmhghwywghwih hbun:

U-Yphuwnng $hppng
P-Ldwuphugenuh hpjwunniejntu
G-dLGuhlyGnnuniphw
T-Uwpdwuh hwdwfuwnmwuhg

70. Uhwdunnwlwu nhundhwu yepwpbpnd |

U-Pninp ppndnundubiph nniwyhywghwhu
P-GpYynt ppndnundubiph nbtighwjhu

G-Utl dunnhg Gpynt hndnjng ppndnundubiph dwnwugqdwup

T-UbkY dunnhg Gpynt hndning ppndnundubtiph dhol Ypnuphugnytipp dtijngh pupwgpnid

71. Gpbluwu dnphg dwnwugnud k 15-pn ppndnundh Bpyne hndningubipp: Uw!®

U-Udpnng 15-pn ppndnundh hGuinbipnghgnunnipjwtu npulinpnid (Runs of Heterozygosity

P-Lwjpwlywu dhwynndwuh dunnwlwu nhundhw L
Q-15-pn ppndnundp phdtpnieiniu
T-Uwjpwywu dhwynndwuh dunnwywu nhundhw L

72. Qbipdhuw| Unquhghqd bpwtwynid k.



U-ounnh gqtipdhuwy pohoutiph dh dwup, npnup Ypnud tu wwengbu tnwppbpwy

P-Undwuwnhy pohoubtinh dh dwup wuhwuwnh dnwn, npnup Ypnud Gu ghgnuinp Yhundhg
htiinn wnwy GYwd wwengbu wnwppbpwy

S-Uhwju puytipph uwhdwuwthwy dnquhghqu
-3nipwpwtgnip ppndnundh Ypluwwwnynd

/3. Undwuwnhy dnquhghqd bpwtwyned E.

U-Uuhwuwnh pninp pohoutipp niutiu dphuunyu hnuwnhy YL hwonpnwlywunieginiup
P-BpYynt dunnubpp twpptip dnunwghwubiph Ypnnutip tu

F-GGuGnhynpGU nwpptp poowihu wnwnijwghwubip dhuunyu wuhwwnh
opgwuhqguntd, npnup wnwowgb) Gu aJwpooh ptinduwynpniihg htinn

T-Uuhwunh dnn dhwjtu ubnwlwu pohoubip Gu wmwpptpynid hptiug Yoo
hwonpnwlwunipjwdp opquuhquh dinw pohoubtinhg

74. Pnihnfuwywu Epuwypbuhynieiniu bpwuwynud .

U-Lwuwlwlywu hwwnywuphpubiph thnthnfuwywt npulinpnudp dniyunhgbu wgnbignipjwu
hGunlwupny

R-UhlUunyu gqbup fuwpwpdwt ywpwqw)nd pwgdwehy dGunnhwywlywu
npulinpniudubipp

Q-Uh owpp gbliutipp ubipgpwyywsnipiniup dhliunyt hwdwfuwnwuhoh qupgqugdwu
ghpdpupwgntd

-Uhluunyu gtunnhwny wuhwwnubph dhol hwuinlwuhoh Yuwd hhjwunniyesjuu
wmwppbp wunpbwuubp Ywd npubnpnudubin

75. Mninpnwhw bpwuwynud k.



U-UhlUunyu gunnhwyny wuhwwnubiph dhol hwnwuhoh Ywd hhjwunnyejwu
wmwppbp wunptwuubp Ywd npubnpnudubip

R-UhlUunyu gqbup fuwpwpdwt ywpwqw)nd pwgdwehy dGunnhwywlywu
npulinpniudubipp

Q-Uh owpp gliutipp ubipgpwyywsnipiniup dhliunyt hwdwfuwnwuhoh qupgqugdwu
ghpdpupwgnd

H-LRwiwlwlwu hwnlwuhoubiph thnihnfuwlwu npubnpnidp dnyunpgbu
wgnbgnipjwu hGunnbwupny

76. Lnynwwjhu htimbpngbunte)nitt bpwuwynud .

U-Swppbip gbubph mwppGpwlubp Ywpnn 6u hwpnigb) dhliunyu $uninhwp
R-UtY qbup fuwpwpnwiutipp Ywpnn Gu hwpnigt) mwpptip hhjwunnieniuubin

F-Lwuwywywu hwnlwuhoubph hnihnfuwlwu npubnpndp dnyuinphgbiu
wqnbignipjwu htGnuwupny

-Uoqwd pninp lnwppbipwyubipp

77. UjGjwjhu htwntpngbunteginiu upwtwynud .

U-hgnuwhunwlynigubiph uptpliqn wwpptin gbutiph Ynndhg

RP-Lhjwunniejwu qupgwgnidp dhutnyu qbuh nmwppbp wwengbu twpptpwyutipp
htunlwupny

S-Uhlunyu gbup uwpwpdwt wwpwaquwjnd puqdwehy dtuninpwywlwu
npulinpniudubipp

T-Uh pwuh witjutpny ywjdwuwynpywsd Ynnndhtwtn hwnwuhpubiph npubnpnidp

78. Uhunnpnunphw| hwdwfunwuppubipp Ywpnn 6u ywjdwuwynpywéd |hub) hGinlbywp
wwpengbu wmwpptpwyubpny.



U-Uphwnnpnunphw| 7HuI6 wd ubinwywu ppndnundubiph wulinnwinwwnnund hwwndwsh
gbubp

R-Uhwju dhinnpnunphw| gbiubp
S-Uhwju dhnnpnunppwi Ywd ubinwlwu X-ppndnundh gtiubp
“+-Uhwnnpnunphuw) Ywd Ynphquihtu qliubip

79. Uhunnpnunphw| hpjwunnypjwu Yuwuywdh nbiwypnid Ywpnn E wuhpwdbion |hub
nhunwnyt

U-Uhwnpnunphw] "FLfeh wniphundhw
R-Uhwnpnunphw| VYUl3-h htimbipnwyjwqgqdhwu

S-Uhwnnpnunphwy gbubph huinpnuwihtu uywju hwnjwdubiph wwengbu
wnwnppbpwlubpp

T-Uwpnnt nignu gnpdnup b hjntujwdpwjhu hwdwuinbinthnyeniup wwjdwuwynpnn
qliutipp

80. Uwwjuhugh nnunpwjhtu innwdwuh ypw wgnnn wwengbu wwppbpwyp Yupnn
E hwugbigub)

U-ML(3-h uthjwjuhugh fJuwpwpdwu
R-Lpndnundubiph pyh wybijwgdwu

Q-MtLl3-h puwywunt ypngbiuhugh ywhwwudwu
“-Uhwnpnunphw| dwnwugdwu

81. Mpndnunnpwjhu wbnwdwuh nwppbpwyp Ywpnn £ wanb|’

U-Lpndnundutiph lnwpwugwundwu Ypw

P-QGuh wpwuuyphwghwh Yypw
F-Uhwju uyhuinwynigh pwjpwjdwt ypw



“-Uhwnpnunphw| dwnwugdwt Ypw

82. Qtiup Ywpgwynphs nmwpptph nbnwdwuh nmwppGpwyp Ywpnn £ hhuunnieniu
wnwowguby’

U-dtipwgutiing pninp huinpntiutipp
R-Pnfutiiny ppndnundutiph pwuwyp
&-Pnihnfubiiny gbiuh Epuwyptiuhwu
Y-Uwntindtiiny unp inpwiiulphuyn

83. dniuyghwjh Ynpuwnh (loss of function) hwugbligunn tnwppbpwyp wdbuwju
hwjwuwywuniejwdp hhjwunniejntt wnwowguh, Gpp

U-Swppbpwyp dhpn wuyjuwu k
P-GGUh nnqwu wqnbgnipntu sh niuGunwd npuk qGuh Yypw
-Qtup Gppbp sh Epuypbiuwynpynid

T-Qbup qquintu £ nnquih uwwndwdp, Ywd niuyghwih Ynpnwnp npw
hwuwnwunyws dbfluwuhqd

84. dniuyghwih dbnpptipdwu (gain-of-function) nmwppbpwyp unynpwpwp
hhqwunnipjniu | wnwowgunid’

U-GGuh wpryntuph swihwqwug dbé jwd wutunpdw| wynmhynipintu wnwowgubint
dhgngny

P-Udpnnowlwu ppndnundh htinwgdwu dhongny

G-Udpnng MtLIe-h YyGpwgdwu dhongny

-3nipwpwugnip poonid dtijngh Ywufudwu dhongny



85. Cwynwupwywpwpnyeiniup tpwuwynd £

U-Unlyw Gu ppndnundp tiptip opptwyubp

P-QGuh JbYy $niuyghnuw| ophuwyp pwywpwp sk puwywunu Iniuyghwih hwdwp
F-QGuh Gpynt wikjutipu £ pugwlwnw Gu

-QbLup sntup wypndnuinnp

86. tuhuwuw-pwgwuwlwu nwppbpwlyp Ywpnn £ hhquunniginiu wnwowgub|’

U-<Lbnwgubiny pninp huwnpnuubipp

P-Uhwju dhunnpnunphw| Vufa-h pwuwyh wybijwgdwu dhongny
Q-Funspunnuntiiny unpdw] uyhwnwynigh niuyghwu
-UybLjwgubiin ppndnundubiph pwuwyp

87. dnwuyghwyh Ynpuwnh (loss of function) hwugbigunn wwpengbiu mwppbpwyubpp
nwuwlwunpbu Yuplnp bywuwynieiniu niuby’

U-X-ppndnundh htwn onpwjwygywsd jnipwpwtsnip hhywunniejwu nbwpnid
P-Uhwju pninp dhuinpnunphw gGubpnwd

S-3nipwpwtgnip nndhtwuwn hhjwunnipjwu nbiwpnid

-Ninnigpwjhu unwwypbiunp gbubpnd

88. abuh nnqujh fuwugwpniip Yupnn b wnwowuw| htnlywih htunbwupny'

U-"Hibighw Y nnuyihlughu

P-Uhwju uhunupd inbnwywnd
S-Unpdw| inpwuuyppwghw



T-Uhwju uyhwwynigh $nudnppjwgnid

89. Lpjwdubphg n"npu £ punpny dwnwugdwl wnunnund-nkgbupy wnbuwyhu:

U-Ubipunnud glipwysnnid Gu punmwuhph hhywun wunwdubpp

P-Cunwuhpnid wnwohu wugqwd wfunmnpnawd hhjwunh dunnutipp Yihuhywwtu
wnnn9 Gu

S-Lunwuhph wnnne U hhjwun wunwdutiph hwpwpbpwygnyentup 1:1
T<phqwun Gu hpduwywunud nnwdwnnhy

90. Gnwunwyinnhnwjhtu Epuwywuuhwjh hhywunniejniuubiph dwdwuwy nhuwdhy
dnunwghwih npnandp pny| b nwihu juufuwnbub)

U-dGUuninhwywjht wulw)niunyeiniu

P-Gnwunwyinnhnutiph Ypyunnniginiuutiph pwuwyh ywengbiu wytjugnip
S-ghuninhwywihu wuywniunte)niu

T-uwhuwnpwdwnpqwénitejwu npnanwd

91. Unwnnund-nndhtwuwm U X-onpwjwygywsd nndhuwuwn hhjwunnieiniutubph
wnnhdwdwnbipp tipptdu nddwp £ mwppbipwybii; Lobip wju hwnwuhpubipp, npnup
punpn? Gu X-2npwjwlygywsd nndhuwuwn dwnwugdwup:

U-punpny £ hnphg npnntt dwnwugntd

P-innnwdwpnhy b Ywuwjp hwjwuwpwswih Ywpnn Gu |hub hhjwun

F-Jwuwug b nmnwdwpnlwug dnn hhjwunnientup unyu pwpnnipjwdp £ npubnpynwd
t-hhjwun wnohlubiph pwuwyp tpynt wuqwd wyb| £ hwdGdww nnwubiph htiwn



92. Npnawyh wpwwnubph nGwpnid hhjwun wudwug hwpwqww pnyp-Gnpwjputiph L
ubipniunubiph dnwn YpYunyejw nhuyp Yuqgdnid £ 10%, qupdhyubtiph nt qupdnthpubiph
dnwn' 5%, huly hnptinpnp/dnpinpnp/hnpwppng/dnpwppng bpbfuwubph (wnwohu
wuwnhbwuh qupdhlubph) dnin'® 2,5%: Upryn"p wybih hwjwuwlwu k, np uw

U-wntinnund-ntigtiuhy hwwnywuhg L

P-pwqdwagnpdnt hwunlwuhy £

S-phy whubunpwuwniejwdp wnunnund-nndhtwuwm hwwnywuhg £
+-ng Inhy wEuGnpwuwnnjwdp wnunnund-ndhtwuwm hwwnywuh £

93. dtundwjhu hdwyphuwmphugh defuwuphqdu £

U-Ujbubph kwyhgbubnpy inbgnud’ ywiuwd ppndnundh dunnuijwu dwgniuihg
P-wtutiph Ewhgbubinhy |ntignid wdpnne ppndnundh qquwih dwuh tplwjupny
S-winbpuwwhy uwywjuhug

+-15-pn ppndnundh wwywwwpnipntd

94. X-ppndnundh htwywmhywgdwu dGfuwupqdu k:

U-wbubpp kwhgbubinpy inbgnud wdpnng ppndnundh qquih dwup Gpywjupny
Ywhujwsd dunnulwu dwagnidhg

P-wtjutiph Ewhgtubnpy nbgnd wdpnng ppndnundh gqwih dwup Gplwjupny '
wulywfu dunnwlwu dwagnidhg

Q-witutiph Ewhgbubnhy wynpywgnid wdpnne ppndnundh qquwih dwuh Gplwjupny
T-FMR1 gtuh CGG Ypyunnniejniuubiph pyh wybjugnid

95. Ny hwdwfunmwuhowihtu whadbuwnmwihtu ntnhupunp hwunhwnuw £ X-2npwjwlygyws,
wnunnund-nndhtwuwnm U wnwnnund-nkgtiupy dutipny: Np nbpdpuu £ uyupwagpnid
wju Gplnypep:



U-wGjninpnwhw
P-w|Gjwihu htimbipngbunte)ntu
Q- |nYnuwhu htimmbpngbunteiniu

T-thnihnfuwlwu Epuwypbuhynieiniu

96. Swup ubjpndhppndwnngny Gpbluwih hwypp $Euninpwynpbu unpdw £: Lpw
dwjpp Yihuhynptu unpdw| ypdwynd £, uwlwju niuh «upluwuptbwihu» gnyup dh

pwuh phd, hhwybpwhgdbunmwghwih ogwtuubp W dh pwuh Lhoh (Lisch) hwugnyg: hus
gbubunpluwywu Gpunypny £ pupwuntd hhjwunniejntup punwuhpntd:

U-dhwdunnwyhtu nhundhw
P-w)Gjwihtu htinbipngbunie)niu
F-w|nnpnwhw

YF-hnthnfuwywu Epuypbuhynipeiniu

97. Lnpdw| hwuwy niubkignn dunnubtipu nlubu wununpnwwghwiny wiunnpnaywd
tpGluw: N°pu £ wju nbwph hwwuwlywu dEfluwuphqdp

U-de novo Unwwnwghw

P-thnthnfuwlywu Epuwypbuhynipe)niu

S-dhwynndwup dunnwywu nhundhw
“-wnunnund-nndhtwuwn hwwnwuhoh hndnghgnunye)niu

98. Utjngh wnweht thnynwd ppndnundp Yuqdywd E Gpynt pnyp ppndwnhnhg,
npnughg jnipwpwugnipp YLla-h dby dniGyny b Rwup” ppndnund £ hundd 1-hu

dbjngh wywnwhu jnipupwgnip poonid:

u-23



P-46
G-22
492

99. Utjngh wnweht thniynwd ppndnundp Yuqddwd £ Gpynt pnyp ppndwnhnhg,
npnughg jnipwpwugnipp Yula-h dby dniGyny £: Rwup” ppndnund £ (hunwd 1l-pn
dbjngh wywnwht jnipupwgnip poonid:

u-23
P-46
q-22
+-92

100. UGjngh wnwoht thnynd ppndnundp Yuqddwd £ Gpynt pnyp ppndwnhnhg,
npnughg jnipwpwuginipp Fufa-h day dnityny : Gpp £ yGpwlwugquynid
ppndnundubiph nhwnhn pwuwlyp poonid:

U-uwybtpdwwnngbiutigh dwdwuwy
P-ptinduwynpdwt wwhhu
Q-dbjngh dGinwdwgq lI-hu
N-dbjngh wuwdwgq ll-hu

101. MGN-u (PCR) Yhpwnynud £

U-YUl3-h npnawlyh hwonpnwlwuntejniuubin Yphuwwwwnybine (wdwh$hywgubine)
hwdwn

P-TULI3-U pwjpwtnt hwdwp
Q-MFULI3-U lnpwuuywghwih Gupwnpytnt hwdwn
-Uwhunwynigubip wugwinbnt hwdwp



102. Cunwubwu dhobpypwdndwihu wmbunh hwdwp ywwnwufuwuwwnnt MEFV gbup
dhuubtu U indel ywengbu dGY nmwutjwy wwpptipwlubph hwdwwnbin ybpndnieiniup

np dbpnnny t hpwlwuwgyniy:

U-4Ywphnunhwywynpnid

P-U Gl-uwtghdhy dnyunpwtipu MG (PCR)
Q-FISH

“+-ppndnundwjht microarray

103. Uhuubuu wmwppbpwyh wnywnyeiniup punwuhph wunwdubiph dnwnn
phunwynpbint hwdwp np phpwluwhtu deennu  bwlupuwnpbih:

U-UkGugbtiph ubpytuwynpnid
P-Unwunwpw Juphnunhwywynpnid
Q-FISH

+-Lpndnundwjht microarray

104. Utugbiph ubpybuwdnpnudp hwnwwbu ogunwywp £

U-Stutipph fudptipp dhwdwdwuwy hGunwgnunbint hwdwp
P-Npnowyh qubinplulywu nmwppbpwlyutbpp hwuwnwunbine hwdwp

S-Cuwpwynp pninp CNV-utipp (hnthnfuwywt pyny hwinydwdubin) hwjnuwpbptijne
hwdwp

T-SGundh hwunnty deehi-uwytghdhy W Yplyuynn hwonpnwlwunieginiuubipp
ubipyGuwynpbiint hwdwn



105. Ukugbiph (Sanger) utipytuwynpnidp unynpwpwn wybih phs wpryniuwybin k,
pwu NGS-p, tpp'

U-Uuhpwdtigun £ nwuniduwupnt) dhwju dby Eygnu

R-Uuhpwdtywn £ dhwdwdwuwl yGpindt| hwpjnipwynp qbubip
S-Uuhpwdtipwn £ hwuwnwunb| d6Y hwjnup tnwppbipwy

-Uuhpwdbow £ npnaotip MG Yupd wdwhynup hwonpnwywunieyniup

106. Lwpnpwwnnphwt NGS phuwnny unyuwywuwgunid £ wnnbughw| wwengbu

wnwppbpwy: N°p deennp Ywpnn b Yhpwndtp dhwunyinnpnuwihu mwppbpwlubp
Ywd indel-utipp yGpwhwuwnwwunmdwu hwdwn:

U-Ukuqbiph ubpytuwynpnid
P-Ywphnunhwwynpnud
Q-FISH

T-MLPA

107. Ukugtiph ubpybuwynpndp Yupnn E shwjnuwptipti wdpnne Eygnuh nbitighwu,
pwiuh np’

U-Utiugbipph ubipytuwynpdwdp pwgwhwjnynwd Gu dhwju dhwuntyinnpn
wmwppbpwyubpp

P-QGup djnwu wibnd FLIG-h hwonpnwlwuniyentup Ywnpnn £ (hubp unpdwg

S-Utuqbiph utipyGuwynpdwdp pwgwhwjnynid Gu dhwju htinbpnghgnun
wmwppbpwyubpp

-Bhpwn Gu Ybipnugjwy pninp tipbip ywwwuluwuubpp

108. <wonpn utipunh ubpytuwynpndp (NGS) hpwywuwgynid &



U-VHuf3-h hwwndwdubipp punn swihuh wnwuduwgubiint hwdwn
P-Uhwju gbuwjht hwuinydwdubipnh utipytuwynpdw hwdwp

F-HU3-h pwgdwehy hwindwdubph hwonpnwywuniejniuutipnp dJhwdwdwuwy
npntint hwdwn

T-Uhwju uyhunwynig Ynnwynpnn hwindwdubph hwonpnwlwunieiniuubinp
uwhdwubiint hwdwp

109. Pnidwnnth dnin Gupwnpynud | dwnwugulwu hhjwunniginiu, npu nwup
wpwwhwjinywé qghubinpyulwu htinbpngbunyenu U thnthnfuwlwu Yihuhyulwu
npulnpnudubip: N°p dbennu b wpryniuwdbun ndjw) hhdwunnipywu gbubunplulwu
wfuinnpnadwt hwdwnp:

U-Ujt|-uwtighdhy dnyuinpwybpu MCi
P-Ywphnunhwwynpnid

S-Uhwju FISH

-GGubiph fudpp (gene panel) NGS hGwnwgnwunnip)ntu

110. Udpnng qbiundh utipytuwynpnidp (whole-genome sequencing) nnwpptipynd k
wdpnng tygndh ubpybuwynpnidiphg (whole-exome sequencing) upwuny, np wju'

U-(Ghpwiuwynpnid £ dhwyu Eygnuubpp

P-fany| £ wwihu guwhwwb| gGundh Ynnwynpnn b synnwydnpnn hwnywsdubipp
%-2h wpnn pwgwhwjnb nblghwutp Yud nniyhwghwubp Eygnuubiph
dwluwpnwyny

-2h Ywpnn hwynuwptiptp SNV-ubp (dhwuntyinunhnwihu tnwppbipwyutin)

111, 2wpqwgldwt swywpqupwujwsd hwwwnnid niubignn tiptifuwh dnin ppndnundwjhu
microarray ytp|nidnypjw wpryntupp pwgwuwlwu £ b wnyw sk dby qbup htin
Yuwwywd wluhwyn wiunnpnand: Np hbwnwgnuingyniup Yupnn £ wwwhnyby
pnidwnnih hGwnwaqw wybih pungpynu hGunnwgnunnidp:



U-Udpnng Eygndh Ywd wdpnng qtundh ubpytuwynpnid
P-MLPA

F-Ywphnunhwwynpnid

"-Utugbiph utipytuwynpnd

112. dbuninphwynpbu unpdw) ninwdwpnp Ypnd b hwjwuwpwlyondws inpwuuinughw’
14-pn. L 21-pn, ppndnundubiph Jwutwygnyejwdp: N°pu b upw Yuwphnnhwh tpwgpnudp:

U-46 XY, t(14;21)
P-45 XY, (14;21)

Q-47,XY,+21

}+-45,XY, rob(14;21)(q10;q10)

113. N"pu £ wbphgbunppy hugbpupw Ypnn wuhwnp dnin wnlw Yihuplulwu L
ghwnngtubinply hGnbwupp:

U-Upwup dhown niubunud Gu dwup $pghlwlwu b dinwynp fuwugqwnpnidubp:
P-Lpwup unynpwpwp unpdw| ypbwynd tu, uwlwjt wnyw £ wjuwhuh qudbinubp
wnwowgubiint nhuly, npnup wwpniuwynd Gu YpYuophuwlyywd Ywd nbjtghwjh
tGupwpyywd hwindwsdubp' ubpwnting W p, W q nwbpp:

S-Unyw L wjuwhuh qudbinmubp wnwewgubint nhulj, npnup ywpniuwynwd Gu
wgbuunphYy hwndwdubip, npnup wdpnnontjwdp Ynpsnid Giu:

T-Uju ghgnunh thnynd wufunwiwhtihnptiu hwugbigunid £ pohoubiph hwdwwnwpwd
dwhywu:

114. Pnidwnnih Yuphninhwynd upqwd b hbnlyw| wpryniupp’
46,XY,der(5)t(5;10)(p15;922)mat: h"us & uw Upwuwynid:



U-Pnidwnniu niuph dnphg dwnwugywd hwyjwuwpwyonjwd npwtuuinyughw

P-Pnidwnnit niuh wuhwjwuwpwyonjwsd Ywphninhw, npp wwpniuwynd
dwjpwlwt npwuuinughwihg dwnwugqywd 5-prp ppndnundhg ubpywd (derivative)
ppndnund

Q-Pnidwnniu dnquipy £ dnppg unwgywd poowihu gény
-Cwjpp hwjwuwpwyonwsd npwuuinwghwih Ypnn

115. Ywphnwnhwp gnyg k nwihu 46,XX,del(5)(p15) wywuwybpp: N°p Yhuhyulwu
hwdwfunwuhou £ nwuwlwunpbt uwwywsd wju nydjuih hbwn:

U-«4wwnyh 6hs» hwdwfuwnmwuhg (Cri-du-chat syndrome)
P-Yh&npoh hwdwfuwnwuh?

S-dhywdup hwdwlunwuhy

-MNuwwnwnih hwdwfunwuhy

116. N"p poowgbubiinhywywu dbpnnu b wnwyb hwpdwp' 24 dwddw pupwgpnd,
wnwug Ynywunhgwgdwt, hunbpdwquihtu pohoutipnnid 21-pn ppndnundh tinphundhwt
wpwg unnigbint hwdwn:

U-Pwpadp pnywwpbihniejwdp G-banding
P-R-banding

Q-FISH

-Udpnne gbiundh ubipytuwynpnid

117. Ywphnuhwywynpnup hwnwwbu ogunwlwp £ hGunlyw| thnthnfuniejniuutiph
hwjnuwpbpdwu hwdwp.

U-Lpndnundwjht fungnp ytipwywnnigndubp (op. >10 MB.
R-Uh pwuh wmwuntd tygnuubiph nnuyhlwghwubn



S-Uubinuynhnhwutp U 2 Mb nbijtighwubin
-Uhusl 1 Mb ppndnundwjphu huyGpuhwubin

118. Utjngh pupwgpnd wmbinh niubignn n’p YEuuwpwuwlwu fuwtunnudu §
hwunhuwunwd ppndnundwjpht pwjht wundwhwubph wdbtwwnwpwdywsd hhduwywu
wwwnbwnp:

U-MnpGpununtjwt tnpwtuinwughw
P-2uwpwugwwnnidp (non-disjunction)
S-huybipuhw

-hgnppndnundh duwynpnid

119. Uobi| wju hwdwfuwnwuhop, npp Ywptih £ pwgwhwjnt] hwonpnhy 6hon upgwd
dbpennny:

U-fatpubph hwdwlunmwuhs' Yuphninhwywynpdwdp
P-Williams-Beuren-h hwdwfuwmwuhy' Ukugbiph ubpybuwynpdwdp
Q-Hhnpohh hwdwfunwuhy' yupphnunhwwynpdwdp

Y-drupniu X-ppndnundh hwdwfunwuhy' array-CGH Jdbipnnny

120. <wdwuwpwyonjwd npwuuinyughwu n"p depnnny b pugwhwjngnud:

U-Unwunwpun Yuwphninhwwynpnid

R-Unwunwnuw short-read wdpnng Eygndh ubipytuwynpnid
S-Yplyuynn hwonpnwywunipnitubiph $pwadtiunwihu Ytpndniejniu
-Unwunwnuw array-CGH



121. Snwdwpnnt dnn wuwywunnnipjwu hwywuwlwu ywwndwn hwunhuwgnn funanp
hwjwuwpwyznwd npwuunughwu n’p dbpnnny Yunbih £ hunwly pugwhwjnt

U-Ywpphnunhwywynpnid

P-Epndnundwjht microarray

Q-Y ppndnundph AZF hwwndwdh wibj-uwbgh$hy dniywunpwtpu MGt
-Short-read wdpnng Eygqndh ubpyGuwynpnid

122. Unpwduh Ywphninhwu £ 47,XX,+18: hus £ wju bywpwagnpnid:

U-hqwlwu ubinh pnidwnnt’ (dbpubiph (Turner) hwdwfunwuhony
P-hqulwu ubinh pnidwnnt' 18-pn. ppndnundh dnunundhwyny
Q-hqulwu ubnh pnidwnnt' Endwpnup (Edwards) hwdwfunwuhony
Y-bqulwu ubinh pnidwnnt' 18 [pwgnighs ppndnundutipny

123. h"ug | Upwuwynid 47,XXY Yuphnunhwwhu tpwgpnidp:

U-Undwwnhly pohoubipnid 47 ppndnund niubignn Yphu' wybinpn Y ppndnundny

P-Undwwnhl pohoubipnnud 47 ppndnund niubignn tnnidwpn' Yjwjubbinbph
hwdwfuwnwuhpny

Q-Undwuwnhl pohoubipnid 47 ppndnund niubignn winwidwpn' fdtipubpp
hwdwfunwuhpny

Y-Undwwnhl pohoubipnid 47 ppndnund niutignn Yht' Yjwjudbjnbph hwdwfunwupony

124. Lwpnpwwnnp hGunwgnunnigjwt wpnyniupnid hwjnuwpbpyb) Gu pohoubtinh Gpynt
wnwnijwghwubip' « 70%-p* 46 ppndnundny, « 30%-p' ppndnundwjhu npnawyp
wundwihwny: Unwgywsd wpryniupp hwdwwwwnwufuwund £ hGnlywhu'

U-Lhdtphqu



P-Unqwhghqu
S-Lbdhghgnuinie)ntu
N-LbGwntipnghgnunnieintu

125. <bnlyw| pwgwhwjnnwubiphg n"npu  hwunhuwund hwjwuwpwyondwsd
ntighwypny wpwuuinywghw:

U-46,XX,del(5)(p15.2)
P-46,XY,dup(7)(q11.2¢22)
Q-46,XX,1(11;22)(q23;q11)
V-47 XX, +18

126. N"p ppndnundubipu Bu ubpwnjwd Nnpbpununtjwt npwuunjwghwubpnud:

U-Swuywgwd tipynt ppndnund
P-Uhwju 1-hu - 5-pn ppndnundubipp
S-Ulypngtuwnphy ppndnundubipp
T-Uhwju ubinwywu ppndnundubipp

127. hbquywu ubnh wwinh wébkgywd wduhnghwnubiph Yuwphnuhwwynpdwu wpnyniupu
£ 46,XX[80]/47,XX,+21[20]: buswhuph” wfunnpnonid £ wunnh dnwn:

U-Ng dnqupy 21-pn. ppndnundh inphundhw

P-Uhwju dwjpwlwu pohoubiph wnywjnieiniu (gaubinpyuywt wnununnid)
S-Unquwhl 21-pn ppndnundh inphundhw

+-Sphwinpnhw



128. MEphgtuwnpphy huytipuhwu

U-Cungpynud £ ppndnundh dhwju bty nwup
P-LGpwnnud £ gbunpndbpp

S-Uhoun hwugbigunid  wubnwyinhnhwjh
-Cungpynud £ Gpynt mwppbip ppndnundubp

129. b nmwppbpnyeinu wtphgtuwmphy huybpupwih, wwpwgbunpphy huytpuphwu
wnwppbpynd £ upwuny, np wju’

U-Lbpwnnud £ gunpndtbpp

P-Cungpynud £ Gpynt ppndnund

S-2h uGpwnnw gbunpndbpp

-Uhowin hwugbtigunid £ ppndnundwiht hwundwéh wybjugdwu

130. h"us £ ufwpwgpnud hbunlyw) ISCN undbuyjwnnipught pwuwalp'
46,XY,inv(9)(p11q13).

U-9-pn ppndnundh pl1g13 hwunydwdnid huubipghw
R-9-pn ppndnundh p11q13 hwunydwédh uwhdwuwytintipny huybpupw
%-9-nn ppndnundp nbjghw

*-9-p pohoubtipnnud pwgwhwjnywd huytpupw 11-pn. ppndnundh p b 13-pn ppndnundh
q nwubiph dhole

131. Sphundhwjh wfunnpnadwdp pnidwnnth dnuin pugwhwjinyb k.

U-UtY ppndnundh Ynpniuwn
P-<ndn|ng ppndnundh tiptip ophuwy



Q-<ndn|ng ppndnundubiph [hwlwunwp pwgwlwnientu
-3nipwpwtgnip undwwnhly poonwd RYny punhwdbup 3 ppndnund

132. Cwjwuwpwyrnjwd npwuuinyughwu.

U-Ywpnn £ dhain hwjnuwpbipgti ppndnundwjhu microarray ybp|nidnipjwdp
P-Ywpnn £ dhon wnwewgub dnunundhw
S-Ywpnn £ dhon wnwewgub] inphundhw

T-Unynpwpwp sh hwugbligunud ppndnundwyht fungnp hwindwsdh punhwuntp
wybjwgdwu Ywd Ynpuwinh

133. Lpndnundwjht npwuuinjughwt ubipwnnud .

U-Lpndnundwjht hwndwdubtiph thnfuwuwynd Ywd inbinwownd
P-3nipwpwugnip ppndnundh Ypluwwwnyned

S-Lpndnundh dpypnhwnydwsdh Ypluwwwnynid b inwunbd nbnwyuwynid
T-Lpndnundwht hwnywdh wununnid 180°%-ny

134. FISH-p dwutwynpwwbiu oginwlwnp £, Gpp wuhpwdbow k

U-Npnot| wdpnng qbuh hwonpnwlwunteiniup

R-d|ninptiugbiun gnunh dhongny hwjinuwpbipt ppndnundwihtu Ynuyptin wundwihw

F-LPwuwywwbiu swihti| gEuh Epuwypbuhwu
-Lwjintwpbiptp huwpwynp pninp ppndnundwjht fuwpwpnudubipp

135. FISH phpwfuwjptu tipinéniejwu hhduwlwu uwhdwuwthwyndu wju k, np.



U-Uju sh Ywpnn pwgwhwyunb| funanp huubipghwubipp
R-Uju sh Ywpnn pwgwhwjnti| wuhwjwuwpwyrnwsd npwuuinywughwubipp
Q-Uju wwhwuonud k gnun’ bwuwwnbuywd Ynuypbn fuwpwpdwu hwdwp

T-Uju hwyinuwpbipnud £ dhwju ppndnundwjht Ywd dhypnppndnundwihu
fuwpwpnwiutp, uwlwju sh pwgwhwjnnwd gGUwhu |INYnwubiph wundwhwubp

136. hunbipbwquyhu FISH-h Yupunp wnwybnyejniuubphg deYu wyu £, np wjt’

U-Nwhwuentd | dGnwdpwquihu ppndnundubip
P-Luwpwynpnipintt § vnwihu ytpndti| spwdwuynn pohoubinp
-Lwyntwpbpnwd £ ppndnundwjhtu pninp huwpwynp fuwugupnwiutipp

T-Uhoin wwywhnynud £ wybih pwnpép enyjwwnpbihnigjwt wunhbwu, pwu
ppndnundwjht microarray ybip|ndniejniun

137. Pnidwnnth dnwn unynpwlwu wphninhwwynpdwu dhongny hwjntuwptpywsd k
thnpp hwybyw| dwpybpwihu ppndnund (sSMC.: N°p dbennubpny Yunbih £ wywpgby
npw ppndnundwihu dwagnidp:

U-FISH, ppndnundwjhu microarray

P-FISH, hwlywnwp&-inpwuuyphwunwgh-MNTlt

S-Lpndnundwjhu microarray, hwwnwpd-inpwuuyphwynwgh-NClt
"-FISH, Ukugbiph ubpytuwynpnudp bty qbup dwywpnwyny

138. Rwpgwgdwu hwwwnnid niubignn GpGfuwu niuh unpdw Yuphnunphw:
£pndnundwjhtu microarray ytp|nidnipjwdp, wjuniwdbuwjuhy, upw dnwn Junpnn
hwjnuwpbipyb).

U-indel tnwppbipwyubip



P-QGundp thnihnfuwywu pYny hwndwdutip (copy number variants; CNVs)
S-Uhwnnpnunphwy Vuld-h tnwppbpwlyubin
-Uuluyniu Yypyugnn nphwinutiph punwjunwdubp

139. Lodwadubiphg npp huwpwynp sk pugwhwjnb| unynpwywu ppndnundwjhu
microarray ytp|niénipjwdp.

U-46,XX,del(7)(q11.23¢21.2), 10 Mb hwwnJwd
P-46,XY,dup(1)(q22925), 2 Mb hwndws
Q-46,XX,1(2;8)(p21;924.1)
}-46,XY,del(4)(p16.3), htsl 3,5 Mb hwnjwd

140. Ny hwdwfunmwuhowjhu qupgugdwu hwwwndwu b nhudnpbhy
wnwuduwhwwnynieniuubph hwjwuwlwu ywwnbwn hwunhuwgnn gbundwjhu
dwlwpnwyny nbtghwubph Yuwd nnuyhlwghwubph pugwhwjundwu hwdwp n’p
dGennht whwnp k£ nhdb:

U-Ywphnunhwywynpnwd

P-Ununppnd FISH

S-Lpndnundwjht microarray

-Pwqdwgnyu FISH (multicolor FISH; mFISH)

141. Gpbluwu niup qupgqwugdwu hwwwnnid, dunnwynp pEpqupgugnd b puwdhu
wpwwnubp' wnwug npul hwdwlunwuhoh Gupwnpnygywu: Np hGnwgnuinieiniuu k

wnwybi| hwéwfu Yhpwnynwd ngjw| nbwpnid giundh thnthnfuwyw pyny
hwwndwdutiph ybpnwniejwu hwdwp:

U-4Ywphnunhwywynpnid
R-Utugbipp utipyGuwynpnd



Q-Udpnny tygndp ubpybuwynpnid
+-Lpndnundwjht microarray ytipniéniejntu

142. Lpndnundwjhtu microarray ytp|noniejntup hwwnwwbiu wpnynituwytin L
htinljw|ubph hwjunuwpbpdwu hwpgntd.

U-Uhypnnbitighwutip b dhypnnniyhughwutip
P-Lpndnundwjht huybpuphwubn

Q-QGubiph dEYwlywu Eygnuubph nbtghwubp
T-Lwjwuwpwyonwd npwuuinjughwubiph dté dwup

143. Munnh bwfuwduunwu ppndnundwjht microarray ptiunny pwgwhwjwnyb) £ 0.7
Mb swihh dhypnnbibghw: h"us myujubp Gu wuhpwdbon nwppbpwyh
nwuwlwpgdwu hwdwp:

U-Stundwjht Ynnpnhuwwnubpp b gbundwjht pnwunwynieiniup

P-Unyuwjniejniup qbutimhjuywu wnyjwutiph pwqwubpnud (Decipher, ClinGen,
ClinVar, DGV)

Q- tghwyny uywpwapywsd nbwpbp (gpwlywuniejwu dby W/ywd
[wpnpwwnnphwjntd)

T-dbpnugjw| pninpp

144. Lwluwduunjwu ppndnundwjhu microarray hGunwgnunyejwu wpryntupnid yYwnh
dnwn wiunnpnaytip £ wnwnnund ppndnundh dnuin 8 Mb nbijtighw, npp Ubpwnnid £ 50-
hg wyb| nt$tipbuu uyhwnwynig Ynnwynpnn gbubp, npnug Jh dwup' wungugywsd
hwwnwupwywpwpnipjwu (dosage sensitive) htiwn: Unwin unyu gbundwjhu
Ynnpnhtwwnubipny nbitighwt uyupwgnywsd £ npnpwyh Yihuhluhwi punipwgpny
pnidwnniutiph dnwn (ClinGen wnyjwutip), npp dwutwyh hwdpuyund £ wywnp
nyunpwdwjuwihu hGinwagnuniejwu wpryniupbipht: Lnyu hwnywédh nbltghwu
pwgwlwnd £ wynwnyjwghnu gbubunhyulwu wdjwiubph pwquubpnd: N°pu | wju
pwgwhwjndwu wdbuwhuwpwynp Yihupyulwu nwuwlwpgnudp’



U-Nwpengbt jwd hwjwuwywl ywengbu
R-Uunpn2 bpwlwynipjwt
G-dwywuwlwu pwpnpwy

-Pwpnpuly

145. Lwuwduunwu ppndnundwjht microarray Eunny wpwywu utinh wunh dnwnn
pwgwhwjwnyt £ 0.8 Mb dhypnnnuyhlwghw' ubinwywu X ppndnundnud: b usp wbinp

E hwoyh wnub| wndyw dhypnnniyhuwghwt nwuwywpgbint hwdwp:

U-GGundwjhtu Ynnpnhuwwnubipp, gbiubiph Ywqdp, dwnwugdwu punype,
PEUNNhwywhu hwdwwwwnwufuwunyentup, hwwiuwlwunieniup hhjwunubiph dnun
U punhwunyp ynwniywghwynd

P-Uhwju dhypnnnyihwghwih swithp b gundwht Ynnpnhtwnutipp

F-Uhwju wnnh ubinp, dhlpnnnuyihughwih swihp, ghundwiht Ynnprhtuwwnutipp,
utingpwyyws glutipp

T-Uhwju dwnwugdwu punypep, dtununhwywiht hwdwwwwnwuluwuniejniup,
hwéwhuwwunienitup hhjwunutph dnuin b punhwuny ynwnijwghwjnwd

146. Upwlywu ubnh wywinh wébkgywd wduhnwnply pohoutinh ppndnundw)jhu microarray
htiwmwgnunniejwu wprynitupnd pwgwhwjuinybi £ nbnbu suwpwgpywd 1 Mb
Gpywpnipjwdp nuyihyughw ubnwlwu X ppndnundnud: Lodwdubiphg n’pu |

wuhpwdbon hpwlwuwgub] ndjw) nnuyhYwughwh Yhupyuwwu nwuwlwpgdwu
hwdwn:

U-Unyu dtGpnnny ptuwmnwynpt dnpp

R-Swppbipwyh wwengbunyejuu qguwhwwndwu hwdwp hwoyh wnub] cfDNA
ulphuptigh pwgwuwlwu wpryniupp

F-Ttwuwlwpgbip nniyhjughwu npwbiu pwpnpwly/hwjwuwlwu pwpnpwy
wmwppbpwy, Geb wju sh pungpynid dose-sensitive qtiu(tin)

T-Pwgwnb| npw wwpengbiu punypep, Geb puunwuppnud sywu Gupwnptih
wwennghwjny wqgulwutbn



147. Unpwduh dnunn wnlw U dwinjh mbnpwnw, hhwynywgbdhy nmbnwuhw W
phdph thtinGynud: Lpw dnwn pwgwhwynyb) | 22q11.2 dhypnnbitighw: Np
hwdwlunwuhop whiwp £ Gupwnpb] bW uwnduwjhu Yunnigwdpubtiphg nph ny
wwwnwé qupgugnidu b hwugbgunid el upnp wpnwdndwt Gpwihu nipnt wpwwnh,
pE Funnyphunwwrhwyh:

U-Kabuki hwdwfuwnwuhp, wnweht U Gpypnpn pdwwuwihu wnbinubp
R-DiGeorge hwdwfuwmwuhy, Gppnpn W snppnpn pdwwtwhu gpwwupyubin

S-Noonan hwdwfuwnwuhy, dhohu nintinh wwpyhyh tjwpnwihu Yuwnwph pohoutip
"-CHARGE hwdwfuwnwuhg, Eunnlwpnh pwpdphyubph dhwaénydwt wpwwn

148. Unpwdhup duyt) £ dhypnquwehwiny, ginunwyuinngny U phdph U-wéal
dtinpywopny: FEubGnplwlwu htwnmwgnunyeiniup pwgwhwjnt| £ hbGnbpnghgnun
wwpengbu nmwppbpwly COL2AT gbund: N°pu | dhypnquwphwihg uuynn
qungugdwu gnpdpupwgubiph wujwundp b n’p hhduwlwu wfunnpnonuiu
hwuwnwunynid:

U-<wdwfunwuhy, fBnhstp-Lnihugh hwdwfuinwuhy (Treacher Collins Syndrome)
P-Cunhwuwnud (disruption), Lhuinh nhuwjwghw (Kniest DysplasiA.

Q-Pierre Robin hwonpnwlwunteiniu (sequence), Unhytph hwdwfuwnwuhy (Stickler
Syndrome)

T-Hadbnpdwghw, Lwgbph hwdwfunwuhy (Nager Syndrome)

149. Unpwduh dnnn wnfw U we unnpht ytponyeh wuhdtwnphl ubindnn onwlyubp
(constriction rings), |hddtintdw U dwwntbph ntbnpdwghwutip: Cuwn nGungbujwu
hunwgnuniejwu Ydwluph Juwgwd hwndwdubph Yunnigqwdpp unpdw k: Np
SLwpwlwlwu wwpengbutqu L uwpwagpywé:

U-Upwwn (Malformation)
P-Quwluwfuwnnid (Deformation)



Q-Cunhwuwnud (Disruption)
-Yhuwwghw (DysplasiA.

150. 3 wduwlwu tpGluwu niuh dwypngnuhw, npnwjuh wnwowjhu wwwnh puwdhu
ntdtlwn' oddwingbil, wywuoh pirwyh wynuplubp L punhwunp undwwnpy
htdhhhwbpwwghw: N°p hwdwlunwuhop wbwnp § Gupwnpb; W np swpnpwy
Unpwgnjugnipjwu qupgugdwu nhuyu £ wnlw pnidwnnth dnwn:

U-Sotos hwdwfuwnwuhg, dnnynpjuunndw
R-Simpson-Golabi-Behmel hwdwfunwuhy, hwywunnpjwunndw
Q-Perlman hwdwfuwnwuhg, 4hidup ninnigp
+-Beckwith-Wiedemann hwdwfuwnwuhg, dhjduh ninnigp

151. Unpwduh dnunn wnlw GU unpwdtwihu opowuph wpunwhwjnywd hhwynwnupw,
qungugdwu hwwwnnid, nbdph jnipuwhwwnndy’ «Ynwyhun» nhdwgdbp (wpunwhwjnyws
dwlwuwn, Jt& qunuiniu, dhypnuinndpA. U 12p wbnpwundhw: N°pu b Gupwnpynn
wfuwinnpnonidp:

U-faphsbip-£nhugh hwdwfuwnmwuhy (Treacher Collins Syndrome)
P-Uugbjdwuh hwdwfuwnwuhy (Angelman Syndrome)
G-Nuwihunbp-Yhhwuh dnquhy hwdwfunwuhy (Pallister-Killian Syndrome)
F-Un$-<hp2hnpup hwdwfunwuhg (Wolf-Hirschhorn Syndrome)

152. 2 wn. Gpbluwgh dnun wnjw Gu qupqugdwt fuhun hwwwnnd, nGdph Ynwhwn
nhdwaqgdtip, dbnptph W nnpbiph dwnubipp hwuwn, hhwnwjwuwnply tnntuqubp L
dwuwnubiph dwjpwihtu Swjwuqubiph (wjuwgnid: (Ftunwynpdwdp pugwhwjnyb §
Ythuphywjptu hwdwwwwwufuwunn ARID1B gqbunw $nuyghwih Ynpuinh hwugbigunn
de novo nwppbpwy: N°p hwdwfunwuhou £ wiunnpnaybi:

U-4nnubijhw nb Lwugb hwdwfuinwuhy (Cornelia de Lange Syndrome)



P-Mniphugunbiju-fGwyph hwdwfuwnmwuhy (Rubinstein-Taybi Syndrome)
S-Lhynwhntu-Pwpwjgbip hwdwfumnmwuhy (Nicolaides-Baraitser Syndrome)
T-Undhu-Uhphu hwdwfuwnwuhy 1-hu inbuwy, (Coffin-Siris Syndrome)

153. Lnpwduh dnuin nhuinynud Gu dhypngbdwhw, wpunwhwjnmywd hnupwdhe
(qqupbyA., hhwbprbinphqd, pwpép wdwpwal hnupbp b Yungwsl phpe: FISH
wuwihgp hwuwnwwnd £ 4-pn ppndnundh Yupé nwp wbpdhuw nbitghw: N°pu |
nbdph wju $Gunnhwyh hwdwnp Yywwnwuuwuwwnne buquagny Ypphinpywywu
2ngwp:

U-4p16.3
P-4935.1
Q-4p15.2
N-4921.1

154. 8-wdjw ninwyh dnn wnlw GU Jwppwihu npg fuunhpubip, win pynd’ dwoyp
ptpbnt unynpnieiniu, qujpnyeh nidght unwwutip, gwyh tjwwndwdp pwpdp 264 L
pniu-wppunteinu ghyh fuwfunnid: Pnidwnnitu niuh dhypnnbitighw 17p11.2
nbnwdwunud, npu pungpynud £ RAIT gbup: N°pu £ wjuwnnpnanudp:

U-Mpwnbp-vdhih hwdwfuwnmwuhy (Prader-Willi Syndrome)
R-Udhp-Uwgbiupu hwdwfunwuhy (Smith-Magenis Syndrome)
S-dhywdu-Rinptiu hwdwfuwnmwuhy (Williams-Beuren Syndrome)
T-Uugbjdwu hwdwfuwnwuhy (Angelman Syndrome)

155. 10-wdjw Gpbfuwh dnun wnlw Gu snpu ybipgnypubiph wynuwnwpuhw
wnihnwyunhhw, yhgdbunwjhtu nGnhupwn, hpwuh 2powuntd dwpwwywnd b

tphywdubinh quipqugnn ppnuhy hhywunnueyniu: N'n peowht opquittih
Ywnnigywdph gnpdwnnypu § uwugupywd wju winnpnw nbuwyh ywengtubgnid:



U-Alstrom hwdwfuwnwuhy, poowhtu pwnprhsubiph Yuwnnigwdph thnthnfuntd
R-Senior-Lgken hwdwfuwnwuhy, Gphlwdwjhu twhpbh pwprhsutiph ywengtubiq

Q-Bardet-Biedl hwdwfunwuh?, wnweouwihu ns owndniu pwpehs (primary non-motile
cilium)

-Joubert hwdwlunwuhy, wnwouwihtu pwpprhsubiph tpwuuwynpunh fuwpwpnw

156. Unpwduh dnunn nhinynid GU wpunwhwjnywd hhwynwnupw, pny| 66nnuljwu
ntid|tipu L hhwyngnuwnhqu: 15q11.2-q13 ppndnundwjht |nYnwunwd gnyg £ impgwé
dbphjwgdwt pwgwnwwbu Jwjpwlwu wwwnytp: N°pu b wju nbwpbph
dnwnwynpwwtiu 70%-n1d hwjnuwpbipnynn hhduwywu gbubinpyulywu defuwuhqup:

U-Uwjpwlwu dhwdunnulywu nhundhw

P-Puyphuwnhugh Yaunpnuh dhypnntiighw

S-Lwjpwlywu dhwdunnuywu nhundhw

F-Lwjpwywl 15q11.2-q13 hwndwdh hunbipuinhghw| nttghw

157. tanwhwuh dnin wnlw Gu pwpép hwuwly, wpwhuunnwyumpihw (Gplup b pwpwy
dwuwnubp), wpnwhwjnjwsd hhwbipptinphqd, tpyéninwynpwd phdph Ggwy (bifid
uvulA., phdph thtinbynd bW winpuwh wpdwwnp wpwg qupgugnn nhjwwnwghw'
Rnpwjhu qupytpwyh Gnintiph ninpniejwdp: <wjnuwpbtingt) Gu TGFBR1 qbup
wwpengbu nmwppbpwly: Npu b wiunnpnonudp:

U-Lnju-"Hhing (Loeys-Dietz) hwdwfuinwuhy

P-Uwpdwuh (Marfan) hwdwfuwnwuhy

Q-EGpu-Ttwungh (Ehlers-Danlos Syndrome) hwdwfuinwuh, wunpwihu au
T-Cwphugbu-Sninptipgh (Shprintzen-Goldberg)

158. Lnhniejwu Il Gnwdujwynid wywnnh nywnpwdwjuwihu hGunwgnuniejniup gnyg k
wwihu dwjpwhtin Yupbwgwd Ytponyrubtip (dhypndbhw, utin Ypdpwywunwy,
Swywwnwiht hwnywdh wpnwihpywdnip)ntt b «bptpunityh nbiplh» nbiup niutignn



qwug (kleeblattschddel)): Ghutiinplwywu ptiunny pwgwhwjwnyb)  htnbpnghgnun
wlwhdwgunn dnunwghw FGFR3 gbunwd: N°pu b wiuwnnpnanwdp:

U-Ufununpnwjjwghw

R-Swuwwnndnp (Thanatophoric) nhuwwghw, Il tnhw
F-<hwnfununpnuywghw

-Uulywuwunwp ountingbittiq, Il imhy

159. Swup ypbwynid guinuynn unpwdup dnn wnlw Gu dhypngbdwihw,
dhyno$pwidhw, hnjnwpnqtugbdwihw’ gniquiygyws oppeniuph b phuph dtnpywépnd,
atinptinh htivwpuhw wnihnwnhihw b gifuh dwalh wwwghw: N°p ppndnunduwght
wwpeninghwjhtu £ hwdwwywwnwufuwund whunwuhoubph wju hwdwhpp:

U-Sphundphw 18
R-Sphundhw 21
Q-Sphundhw 13
N-(tiputiph (Turner) hwdwfunwuh)

160. 8 n. wnolyw dnwn wnlyw Gu ywpbwhwuwynip)nit, gwdp nbnunpjws b nbiwp
htivn pbpywd wywueutip, plirl wpunwhwjnywd hhwbppebinphqd, punwuprwal dwip
wwpwungh 2powuntd (webbed neck), Ypdpwywunwyph dwgwpwédl ntbnpdwghw
(pectus excavatum) U pnpwjhu qupytipwyh unbiung: Untyniwjhu phunny
pwgwhwjwnyt £ PTPN11 gbunwd dhuubiuu dnunwghw: N°p poowiht wgnwupwuwhu
ninhu £ gbipwyunhywgwé:

U-Notch wqnwuswuwjhu ninh
P-Sonic Hedgehog ninh

S-mTOR ninh

+-RAS-MAPK wgnwuawuwhu ninh



161. Unpwduh dnwnn wnyw GU pnpbiph wpunwhwjnywsd hhwynwwghw, ytiponypubph
nhpph wpwwnubp (on.' dninpwenieintt) U nbdph ubindyws, wwthwly wnbup (gudp
nbnunpwd wywugubp, nbnpnquwphw’ wwjdwuwynpjwsd Gplupwnle b jupun
wpwnwhwjndwd ohgnhhnpwdupnuny): N°pu § wju wiunwuhoubph hwdwihpp
pungnynn hwdwfunwupgp:

U-®Pnptinh (Potter) hwdwfuwnwuhy

R-VACTERL wunghwghw

G-Udupnunpy juwwwuubph hwdwfunwuhy (@mniotic band disruption)
-L2pndnundwihu nbitghwih hwdwfuwmwuhg

162. 2 . nnwjh dnun wnlw Gu nhdwagdtiph wunpbwuwlwu Ynwwwgnd, hnnbipp
ownpdniuwyniypjwt uwhdwuwthwynid, Gnobipwpwnwuph wynunpnw, Yhdng L
htwwuwnnuwtundbgwhw: Ukgh uyphupugqwihtu hbGwnwgnunieiniup gnyg E vnwihu
nbGpdwunwu-unydwnp b hiwwpwu-unydbwinh wpnwqundwu pwpdp dwlwpnwy:
N°p $bpdbunp wlwmpynipjwu ywlywuny Gu wwjdwuwynpdwd yepnugjuy
fuunhputipp:

U-Pnnipnuwwn-2-unybwnwq

P-Ujpw-L-hnnipnupnwgq
S-N-wgbwnhjquiwyunnqudhu-4-unydwinwqg (wphunypwnwg B.
t-hnnipnuwn-unydwnwgh wlynhjwgunn hwdwihp

163. 5 wn. tpbluwh dnun wnfw k «5$p» nhdwgdbip hhobigunn wpunwppt'
wnwnwhwjindwd unnpht opentupnd, thnpp Yqwlyny, ytip ggywsd prendy, |hpp wjntipny,
watunyd Jwnppwagdny, dwjpwhtin wunwfununiejwdp, wnpuwih ypthwywuwhu
uwinbiungny (supravalvular aortic stenosis): FISH phuwnp pwgwhwjwnt| £ dhypnnbitghw
7q11.23 ppndnundwjhtu mbnwdwunid: Uju hwindwénwd np® Ynuypbinn gbup Ynpnunu |
wwwnwufuwuwwnt uppwn-wunpwht hwdwlwpgh punpn wpwbphnwwehwih
hwdwn:

U-FBN1
P-TBX5



§-SOX9
T-ELN

164. 6 n. Gpbifuwjh dnun uywpwgpynud £ pwqdwphy Ywruwupbwihu gnyuh pdtpny
(pninpp >5 dd), wunipwihu wtwbtuubtpny (Crowe sign) U nwunigdwu htivn Yuwywd
npn2 ndqwpnipniuutipny: Pnidwnnih wyuwpwuwywu hGwnwgnunieintup
hwjinuwpbpnid £ Lhoh hwugnygubip (Lisch nodules) Shwdwuwpwnwuph ypw: N°pu k
wju wnunnund-nndhtwuwn hwdwfunwuhoh hbn wungugywd gtiuh Ynndhg

Ynnwynpynn uwyhwnwynigh hhduwlywu pniuyghwu:

U-FUf3-h mismatch hwonpnulwuniejwu yGpwlwuguntd

P-RAS wpnunn-ninnigpwiht wywnhynipjwu pwuguwuwlwu Yupgwynpnid
S-Uhontywjht pwnwuph Yunnigjwdpwjht dhwynp

-Lhgnundwhu $tpdGunubph thnfuwnpnud

165. D yhunnwdhuh ufuwwndwdp Yuwntu nwiupunniejwdp tnnudwpnnt pninp nnwunptpu
npulinpnud Gu hhjwunniejwu wybiih dbnd éup, pwu hwjpp, huy npnhutiphg ng dGyp
sh wiunwhwpynwd: “tnwnptipu nwtunud Gu dninwynpwwtiv hwjwuwp pyny wnnng
W hpJwun npnhubp nunnwnpbp, pun npnd® hhJwun npnhubpu wybh dwup
whunmwhwpywsd Gu hunwd, pwu hhywun nnunptipp: N°pu b hpuunniejwu udwu
pupwgph hwywuwlwu pwgwwpniejniup:

U-X-onpwjwlgywsé nndhtwuwn dwnwugntd
P-ns Inhy wEUGEWpWUWNNLERINLU
S-X-o2npwjwygywsd ntgbuhy dwnwugnid
T-dhwynndwup dunnwjht nhundhw

166. Gphunwuwpn mwphph tinwdwpnnt dnn wnyw Gu wnpunwjh wpdwunp
|wjuwgnud U nuwyywyh wnbnwowpd (Eyunnwpw): N°p wjunnpnanudu £ wnwyb)
hwwuwlwu:



U-Uwpdwuh hwdwfunwuhy
P-fatipubiph hwdwlunwuhpy
S-Uuywunwp ountingbiubiq
“H-Utununpnuyjwghuw

167. Gpbfuwgh dnuin ujwquagnyu Juwuyjwodphg htiinn nhinynw Gu pwqdwyp
Ynunpduwdpubp b uwwmwyniu uyGpwubp: N°n hpdwunniginiuu £ wnwyb)
hwwuwlwu:

U-EjGpu-twunjh hwdwfuwnwuhg

P-Uwpdwuph hwdwfuwnmwuhy

S-Uuywwnwp ouwntingtitiiq (osteogenesis imperfecta)
“-Ufununpnujjwghw

168. Unpwdhuu niup wuhwdwswih Ywnpé ybponyputip bW hwdbdwunmwpwn dtd gnifu:
N’p wweninghwu wbwp £ uulwdt):

U-tpubiph hwdwuinwuhs
P-Uwndwuh hwdwfuwnwuhy
F-Utununpnwjwghuw
Y-"Ywniuh hwdwfunwuh)

169. Ywwwnwyniu uyipwubiph W Ypyuynn Ynunpywsdpubiph wnywjniejniup yYwynid L
htunljwih dwupu.

U-fetiputiph hwdwfuwnwuhg
P-Uwpdwuph hwdwfuwnmwuhg

Q-1-pu mhwh UG PNdhppndwinng



T-Uuywwnwp ounbingbitiq (osteogenesis imperfecta)

170. Eltpu-"twunih (Ehlers-Danlos) hwdwfunwuhop hhduwlwunwd ubpwnnid £
hGunljw|p.

U-Cwpwlygwywu hjntugwdph

P-Uhwju dhinnpnunphw| Ujnipwihnfuwuwynieyniu
Q-Lbdngnphu

-MNniphtuwjhtu Uyntpwthnfuwtwynteiniu

171. <nnbiph gbpawpdniuwyniejwdp, dwoyh gtipdgbhniejwdp U htounniejwdp
wnwowgnn Ywwunniyubipny pnidwnnih dnuin wuhpwdtion £ uinnigbip htinlywh
wnywynipjnLup.

U-fatj-Uwpuh hhjwunnip)ntu

P-ElGpu-"twuingh (Ehlers-Danlos) hwdwfuunwuh?
F-Uwpdwuph hwdwfunwuhy

"Hhwuwnpndhly nhuwjwghw

172. 18 w. Gphunwuwpnh dnn wnlw £ nuwujwyh Eyuinwhw, hwuwyp >97-pn
wbipubuwnhihg, dbnpbph pwgywéph U hwuwyh wybih dGé hwpwpbpwygnieniu,
pectus carinatum, npwywu nwuwnwyh (Walker-Murdoch) U ppwdwwnh (Steinberg)
Uowuutip: Elunywpnhngpwdhwt gnyg £ tnwhu wnpunwih wpdwwnh Z-dhwynpp +3.5:
N°pu £ wyu Yphupluwynwd ubipgpwyywsd gbup:

U-COLTA1-h htitntipnghgnun dntinwghwutip

P-Mnuap ubippoowiht thnfuwnpdwt fjuwugqupnid
Q-FBN1-h wwpengbiu nmwppbpwyubp

"-COL3AT-h gbiphgtunn-pugwuwywu dnunwghwubp



173. 24 wn. Yung dnwnn npnwjup hwuwpdwyh unip gwyh wywundbwnny Yuwmwnpywsd
LC-wughngpwdbhwi pwgwhwjnnid £ ubpphu quunwht qupybpwyh uynunwu
obipnwquwnnid: Opjtlywnphy quudwu dwdwuwl uywwnynud § Yhuwpwhwughly dway’
Ypdpwywunwyh ypw nbuwubh pwlyubpny, hbon wnwowgnn Yuwunnyubipny b
ntdph punpn wipndhiny’ pwpwy 2nippbn, thnpp phe nt ggqwsd wsptin: <nnbipp niubu
dwwnubiph hwwnywdnud el hhwtippwndniunieiniu: Lhwnmwgwind hwjnuwptpyb) &
COL3A1-h htimbpnghgnun dnunwghw: N°pu | epouwlwu wfuinnpnonudp b
wnwolwjht pniddwt wnwouwhbippnieinLup:

U-Stpowndniu EhjGpu-"twuingh (Ehlers-Danlos) hwdwfuwnwuhg. $hghlwlwu
ptpwwhw W hnnbph Yuwyntuwgnid

P-Ttwuwlwu EhjGpu-"twungh (Ehlers-Danlos) hwdwfuwnwtuhy. dwoyh wwuwynpywd
phnwuhw U Jwowpwuwlwu dnupinnphug

S-Lnju-thgh (Loeys-Dietz) hwdwfuwnmwuhg. quwugh punhwuntp yhpwpnidwlwu
yGpwywuqunid

Y-Uunpwjhu Ehtipu-Ttwuinih (vascular Ehlers-Danlos) hwdwfuwnwuhy. wpjwu dupdwu
fuhuwn Yuwnwywpnud U funtuwthnud hujwghy dwnwaqwjpwiht wiunnpnanidhg Yud
yhpwhwunniejniuhg, pwuh nbin Yjwupht unwug sh uywnuntd

174. 6 n. linwh dnuin wnlw £ dwoyh wpunwhwjnwsd qbpdgynnuiwunte)niu,
hnnbtiph punhwupwgywd gbppwpdniuwynie)ntu b duljubiph ni upniupubiph Ypw
dwulwlwu tjwqugnyu wnpwydwihg wnwowgwsd pwqdwphy «wywwhpniuwudwu»
uwhubip: Lw nwh Gpyynndwuh puwdhu dninpwenieinu b thwihnwy, fudnpwudwu
dwaoyh Ywnnigdwdp: Npu b pnidwnnih Gupwnpjw) wfunnpnanidp:

U-Twuwywu EhGpu-"twuinjh (Ehlers-Danlos) hwdwfunwuhy
P-Lnju-"thgh (Loeys-Dietz) hwdwfuwinwuhy

F-Uwpdwup (Marfan) hwdwfunwuhy

“-Urhpitph (Stickler) hwdwfuwnwuhy

175. Unpwduh dnwn uywpwgpynid £ ybponyputiph wpunwhwjunywsd nhgndbijwhu
(ypnpupdw)) Yupbniegintu, d6d giniju’ wpnwhwjndwsd dwywunwihu ggwsdnipjudp



(frontal bossing), nidph dhohtu dwuh hhwynwwghw U dtinptiph Ghwdwu
Ywnnigywdpny (Gppnpn W snppnpn. dwwnubiph dholt dtidwgwid tnwpwéniejwu):
MGuwngbujwu hGunwgnunieginiup gnyg £ mwihu gninwiht nnp wnbinh ubinwgnud,
[wjtwgwsd dnmwdhqubip b quinnuypph pwnwynwwasl pubip: SEuGnhYwywu
htunwagnuniejwdp pwgwhwjnyb| £ FGFR3 qbuh hwjwnuh wwengbu twppbipwy:
N°pu k pnidwnnih gbubnplulwu wiunnpnonwdp:

U-Uuywwnwp ountingiubig 1-hu inbiuwy
P-Ufununpnwjjwghw

F-"hwuwnpndhy nhuwiwghw
-Uulwuinwp ountingtitiq 2-pn nnbuwy

176. Uwpdwuh hwdwfunwuhoh Yuwulywdny pnidwnnih dnuin FBN1 gbuh unwunwpun
NGS plunwynpdwu wpryntupp pwgwuwlwu k: h"us whwnp £ nhunwpyb) hwonpnhy:

U-Ppwlwuwgut| wdpnne gtundh ubipyGuwynpnid

P-Pwgwntb] Uwpdwuh hwdwfunwuhop, uwlwju nhunwpyb dey wy
ownwlygwhjntujwdpwihu hwdwfunwuhoh huwpwynpnipiniup

S-hpwywuwgubi FBN1 gtuh MLPA hGunwgnunniejntu
-hpwywuwgub) FBN1 gtuh UGugbiph ubpyGuwynpnid

177. GpGluwgh dnin wnyw Gu hhwynwnuphw, hhwytipbwaghw U ntdph punpny gqdtin:
GLuGnhywlywu hGwnwgnunyeiniup hwjnuwpGpnd £ hwjpwlwu 15-pn ppndnundh
nbtghw: N°p wjuwnnpnanwu £ wnwyb| hwjwuwywu:

U-Mpwnbp-vdhihh hwdwfunwuhy
RP-Uugbijdwuh hwdwlunwuhy
S-dhywdup hwdwlunwuhy
T-Hh&npoh hwdwfunwuh)



178. Gpbluwh dnwn Unpwdlwjhu 2powund qupgqugb) E hhwynunnuhw, nphu
htwmwgwnd hweonpnb| Gu hhwbpbwaghwu, dwpwwlwindp, hhwyngnuwnhqdp b
qungugdwu fuunhpubpp: N dniGYnywhu defluwuphqdu £ wnwyb)
hwdwwwwwufuwunw wju ywwnybphu:

U-4-pn ppndnundnid CAG Ypluniejniuutinh Epuwwtupw

R-15q11-q13 wnbinwdwuntd dwjpwlwu gtubph Epuwypbuhwih Ynpniuwn
§-15q11-q13 wnbnwdwuntd hwjpwywu gqtubph Epuwypbuhwih Ynpniun
-X-ppndnundnud CGG Yplyunipniutph Epuwywuuhw

179. Gpbfuwu niup dinwynp qupgqugdwt fuhuin wpunwhwjunywsd fuwugwnntd,
gugnuubp, wnwpupw W hwewluwyp' hpwyhbwyhu shwdwwwwnmwufuwunn dhédwn:
N’p hwdwfuwnwuhou £ wnwyb] hwjwuwywu:

U-dLupyGununiphw
P-Mpwnbp-Yyhhh hwdwfunmwuhy
S-Uwnwpuhw-nbjwughblyunwaghw
T-Uugbjdwup hwdwlunwuhy

180. Gpbjuwih dnuin wnlw Gu qupgugdwu fuhun hwwwnnd, gugnwiutip, wnwpuhw
U hwbwfuwyh wuwnbinh héwn: <Gnwgnwunipnitup yywnd u 15q11-q13
ppndnundwjht hwndwsdh fuwpwpdwu dwupt: N°p wjunnpnanuiu £ wnwyb)
hwjwuwywu:

U-Uugbjdwuph hwdwfuwnwuhg
P-Mpwnbip-4hihh hwdwfuwnmwuhg
S-dhywduph hwdwfunwuhy
T-Hh&npoh hwdwfunwuh)



181. 4 wn. wnoyw vnwnn wnyw Gu dwup dunnwynp plipqunpgquwgntd, dhypngtdwihw,
dwuywlywu uwywqgdbin, wunwpuhw, [wju ppwuny dwywnwgnn ntdph
wpwnwhwjunnieiniu b wuwnbinh dhdwnh hwéwluwyh unwwubp: Array CGH
hGunwagnunieiniup pwgwhwyinnid £ 15q11.2-q13 dhypnnbiighw: Mwengbunyeiniup
n"p dunnwlywu with L gbuh $niuyghwih Ynpunng b ywydwuwynpyws k:

U-Lwjpwlwt wib, SNRPN-h Epuwyptuhwjh Ynpnwuwn
P-Uwjpwywu wb), UBE3A-h Lpuwyptiuhwih Ynpniuwn
S-Lwjpwywu witi, MAGEL2-h Epuwyptiuhwjh Ynpniuwn
-Uwjpwywt wb|, RAIT-h Epuwypbuhwih Ynpniuwn

182. ®npp wninwjh dnwn wnjw Gu qupqugdwu hwwwnnwd, dtd wlywugutp,
tpywpwyniu nbdp U dwypnopfupnhgd: N°p ypdwyp whwp £ uulwdt):

U-Ywjudtijinbph hwdwfunwuhy

P-Mpwnbp-Yyhhh hwdwfunmwuhy

S-Pfupntu X ppndnundh hwdwfuwnmwuh? (Fragile X syndrome)
T-Uugbjdwup hwdwlunwuhy

183. Pnidwnniu niuph dunnwynp plipqupqugntd, dtd wlwueubip, dwypnopfuhnhqu L
udwu Yhupyuyny dhwju wpwlwu ubinh wgqulwuubp: Np hGwnwgnuinyeyniut
wnwyb| bywwwlwhwpdwn:

U-NF1 gbup dnin 1T Mb nbijighwjh unnignid

R-APC gbtup utipytuwynpnd

F-Ywphnunhwwynpnid

T-FMR1 qbuh BnwunwyGninhnwiht Ypyunnnipinituutiph yGpndniye)niu

184. Ypup FMR1 gbup wpbdninwghwih Ypnn £: N°p wunnuiu £ wdbbwlwpunpp
gbutiinhlwlwu fjunphpnwwnynypjwu hwdwp:



U-FMR1 qGuh wuluwjnit Gnwuniyinnhnutiph phyp Ywpnn £ punwjuygt) dnp
dwpohoubiph dLwynpdwu pupwgpnid b thnfuwugyti| ubipunhu
P-FMR1 qbup wuluwjniu Gnwuniyininhnubph pyh punjwjunwd nbinh sh niubuntd

G-FMR1 gbuh wulywyniu GnwuniyGninhnutiph pyh punwjudwdp wibp dhwju
nnwuinpbipp Ywpnn Gu dwnwuqgb)

T-FMR1 qbuh wuluwyniu Gnwuniyinnpnubpph pyh dntinwghnt punjwjuncdp
wwnpwwnhp nbnp £ niubund dhwju wpwlwu ubnht thnfuwugdwu dwdwuwy

185. 1-hu tnhwh dhnninuhy nhunpndphwt yuwywsd E hbnlyw| wulwjniu
Gnuniyninhnwjhtu Ypyunnnypinwwutiph pyh wytjgdwu htw.

U-CGG YpYunypynwuubip, FMR1 qbuntd
R-CAG ypyunreyniuutin, HTT gbliuntd
Q-CTG ypYunypyniuutin, DMPK gqbuntd
-GAA YpYunipyniuutin, FXN gbund

186. 35 n. nnwdwpnnt dnin nhnynd Gu qupgwgnn wulwunu, Yupny W
wuywufuwwnbubh supdnwiutip, hniquwu wulwjniuneyniu b Ynquhuinpy
Pniuyghwutiph Junpwpwgnwd: Lpw hnp dnwn Bdwu wiunwuputip h hwyn Gu GYL;
55 w., huy hnpwlwu Ynndhg wwuwh dnwnn hhjwunniejniup wiunnpnayty Ep dnwn 60
w.: N’p gbubinpyulwu Gplnypu | uwpwgpynud:

U-Undwunhl dnqupghqu. dwjpwlwu dbjng
P-Ewhgtubinhy 2tinnud. dwjpwywu dbjng
S-Uhwynndwup dunnwywu nhundhw. hwjpwywu dtijng

T-SLubinpyulywu wunhghwywghw. hwjpwywu dbjng



187. 18 wduwwu wnolw dnwn uwwinynud k dtinph hdwnniejniuutiph wunpdwuwywu
Ynpniuwn, npnup thnfuwphuynwd Gu unbiptininhy wpdnwdubpny: Lpw dnun
uywpwagpynud £ dhypngbdwihw, hbnwguinud® wnunhqdphtu tdwuynn unghwwywu
daynwgnud b Ewhgnnhy hhwtpybunhywghw: Pnidwnnith dnwn Gupwnnpynid £
MECP2 gbuph wwpengbu wwpptpwy: Np gbubnplwlwu uygpniupu b pugwwnpnid
Wju Wweninghwu:

U-X-onpwjwlgywsd nndhuwuwn dwnwugnd' wpwlwu ubnh dnin wwpengbu
wmwppbpwyh htdhghgnwn gbiuninphwh |Gnw wpnyniupny

P-Upwlwu utinh dnwin npng |Gunw| wibjubph pnnwpynid X ppndnundh wuhdbivphy
huwywnhywghwjny

Q-X ppndnundp hndning nGyndphuwghwjh uwhdwuwthwynd

-Unohyubtiph dnin hwjpwlwu gipdhuw)] dnquhghqdh pwpép hwbwhuwywunie)niu

188. 3 . mnwjh dnwn wnyw U qupgugdwu fuhun hwwwnnid, wnunhqdh uwytyunph

fuwuguwpnud, qupgugnn dhypngbdwihw, tygbdw b dwpdup punpng' «pnppnup» Yud
«dywu» hnwn: Lnpwsdhuubiph uyphupugh unwunwpun nyjwiutipp pwguluw)nid Gu:
Upjwt wwqdwjnwd n’p wdhuwpepdp dJwlwpnwu b pwpép pnidwnnth dnun:

U-Shpnght
P-Utiphnupu
G-dLuhjwwupu
T-Lbjghu

189. 6-wdjw nnwjh dnin wnyw Gu plirlhg dhoht dwupniejwu dunwynp
ptipqupgqwgntd, dwup dninnphlwjh pny| qupgwgnd, hhynunnuphw W wnunhqup
uwytywnpp dwup fuwugwpnwi: Plupniu X-ppndnundh (fragile X) hwdwfuwnwuhsh
ptunwynpdwt wpnyniupp pwgwuwywu k, uwywju hwjinuwpbpyt £ 15q11.2-q13.1
nbnwdwuh dwjpwywt dwgdwu hunbpunhghw) nnuyhyughw: N°pu b pnidwnnip
whuwnnpnnidp:

U-NMpwnbtp-vdhipph (Prader-Willi) hwdwfunwuhy
R-15q13.3 dhypnnbijtighwih hwdwfuwnwuhy



S-Uugbijdwuh hwdwunwuhy
-15q nnyhywghwih hwdwlunwuhy

190. 4 n. vnwu hGwnwgnwuynud £ dwypngtdwihwih (>98-nn wtingtiunhihg),
swithwynp dinwynp ppqupqugdwu b wnunhgup uytyunph fuwuqupdwu dwup &up
Yuwwwygnipjwdp: dhghlw| quudwu pupwgpnid ujwwnyb) b wnuwunwdp Yypw

whgutuwnwhu pdtp (ywbwbtuutipp) W dh pwuh thnpp |hyndwubipp: <woyh wnubiiny
uywpwagpqwd Yhuplwu' n"p gbup dnwnwghwih unnigndp wbnp £ wnwuwhbpp
hwdwnb:

U-PTEN
P-SHANK3
S-CHD8
“+-ADNP

191. 7 . wnoyw dnuin wnlw Gu dwup dunmwynp hGinwduwgnieiniu, wnunhquh

uwbluph fuwtugupnud b ndquwp pnidtifh ogwiuwihts bwhiGwupw: Uwabh gnpdhpuyht
quunuwip pwgwhwjnnw £ hwgbunt ibiplth tnbup nitutignn dh pwuh

hhwynwhgdbuwmwhu pdtip L nbdph pwqdwehy wughndpppndwubp: N°p gbiubph
dnunwghwubiph wnwjniejniup wbiwp £ uwulwdt| wyjw Yihupywih ywpwguynid:

U-MECP2

P-TSCI ud TSC2
Q-RAS

-NF2

192. 3 wn. tpGfuwjh dnn wnjw Gu qupgqugdwu fuhun wpnwhwjnywsd
hwdpunhwunip hwwwnntd, funuph pwgwywjniejntt, hhwynunnuhw b wnunhqdp
uwbluph fjuwugqupdwup punpn2 hwwnwuppubin: Lpw dnin pwgwhwjnyb £ 22q13.3
nbitighw: Wu nbpdhuw] hwwndwdh np qtut k fuhun uwplnp hGunuhuwwuwjhu
pwnwuph ubpphu funwgwsd stipnp duwynpdwu hwdwp bW Yuwwywsd funuph
fuwuqupdwt nt wnunhuwinpy dGEuninhwh htiwn:



U-EHMT1
P-MBD5
G-SHANK3
"-ARID1B

193. 5 n. lnwu ntuh dwup dnwynp pipqupgugntd, wnunhqdh
wnwuduwhwwnynyeniuubin, wpunwhwjunywsd Yuwdwpwal hnuptp, uhundphu, Gpluwp

rwnehsutin, dhlinngtduwihw b Jtphu Jtipgnyputinh ntinntlghnt wpwwnubn
(Jwwnubph pwgwuwynipyniu): Lodwdubiphg n’p gbup dnunwghwu Ywpnn b

wwjdwuwynpb| ndjwy Yihuhlwu:

U-COL3AT
R-ARX
Q-SCN1A
“+-NIPBL

194. 6 n. nnwu nwh dhoht wunphtwuh dunnwynp pEpqupqugnd, bwhgnnhy
gugnuiutip bW wnunhqudh uwblyunph fjuwugwpnid: Sjfunintinh UNG hbGwnwgnungeiniup
pwgwhwjwnnid £ Ynnduwihtu thnpnpubipp wywwnnn wtphytunpphyniywnp hwugnigwihu
htwmbpninnwhw: Uwipp nwwh unpdw) hunbtywun, uwlwiu upynwd | phel bwyhibwuhw:
N°p gbut £ undnpwpwp wwunwuuwuwwnnt X-onpwjwlgyws nndhuwuwn suny
dwnwugynn Yhuhywih hwdwn:

U-DCX
R-ARX
Q-FLNA
"+-MECP2



195. 8 . tiptijuwu ntup plirl dlnwynp pipqupgqwgntd, unghwjwwbiu fuhuwn 2thynn
E, dwjpwhtin wuhwughuwn W wnunhqup uytywph wypndhind, npp gnyg £ wwipu
pwpdp pwuwynp punophuwynid, pwjg Eny| unghwjwywu hwnnpnwygnie)niu:
Erunywpnhngpwbhwt pwgwhwjnnud £ yGpthwwuwiht wnpunwh unbung (SVAS):
N°p dhypnnbibghwu £ pugwhwjngnid ndjw) hwdwiunwuhoh nbwpntd:

U-7q11.23
P-16p11.2
q-22q11.2
H1q21.1

196. 4 n. tpbfuwgh dnun wnlw £ dwnwynp qupgugdwu wulynwd (decline)' funuph
Ynpuwnny, wniinhunhly Juppwgodny b hwbwhuwyh shpwhpgwsd dnyw| pppongny
pupwgnn (uwlwju wnwug nipwfuniRjwu Ywd hwényph qqugnnniejwu) gugndutipny
(gelastic epilepsy): G{tunintinh UNMG-p gnyg Lt wmnwjhu hhynpwwdhy hwdwpunndw:
N’pu £ wiuwnnpnanuip:

U-Angelman hwdwfuinwuhy
P-Pallister-Hall hwdwfuuinwuhp
G-Coffin-Lowry hwdwfuinwuh?
"-Mowat-Wilson hwdwfunwuhy

197. 4 n. wnoyw dnwn wnlw £ dhoht wunmhbwuph dunnwynp pGpqunpgqugntd,

wnunhuwinhy uytyunpp fuwuqunpnd, ggywsd dwywwn, hhwbipetinphqd b upwdw)n
Yquy: Lw Ypnud E CHD8 gbunid de novo dnunwghw: N°pu | CHD8 gbuh

uwyhwwynigh hhduwywu $niuyghwt, nph fuwpwpnp Yupnn £ wungugyb
tpntwy Yihuhluwyh hbun:

U-<huwnntu dbphjunpwuudtipugq

P-Lpndwwnpup ybpwhwnnignd UED-Ywiujw Vula-hbGihywqwih dhongny
F-Uhtwwinhly uwhnwynmgutinh pwjpuwynid niphpyhinht (hquqny
H-Lbypnhwinnpnhg puljuihsh Bupwdhwynph uhtpetiq



198. 10 in. wnnwu nwuh pwjiph hwwwnnud, swthwynp dinwynp pEpqupgugned,
(iqquywu W wnunhunhy uwytywnpph fuwuqupnd, punhwunip Gwpwwywnd: Lpw
dnwn pwgwhwjnyb) £ 600 Kb dhypnnbiighw 16p11.2 ppndnundwihtu inbinwdwuntd:
N°p wunnu £ jwydwgnyuu ufupwgpnd wyu ghinhnfuwyuwt pyny hwndwdh (CNV)
Yihupywhw punypep:

U-Uu niup 100% wbubnpwuwnieniu Ypnnubiph dnn' dwup Ywd gbipdwup dnnwynp
ptpqunpqugdwu hwdwp

R-Uju pwgwnhy nbip £ fuwnnid EwhGwuphwih qupgqugnidhg wwownmwwuybint hwdwp
Q-Uju dhoin dwnwugynud £ hpdwun dnppg’ dwjpwlwu hdwyphuwnpugh defuwuphqdny

Y-Uju dhwju bwjuwwnpwdwnpjwdnipjuu gbubnhlulwu nwppbpwy £
thnthnfuwlwu Lpuwypbtiupynipjwdp W ny |phy whubunpwuwnniejwdp

199. 5 n. wnohyp nwnwunid § dwup dnwynp plipqupgwgdwdp, funuph
pwgwlwjniejwdp, dhypngbdwipwiny b nbdph wnwuduwhwwnniy gédbpny’ jwju
pbpwu, funpp wbnunpywsd wspbip b ggwsd phe' fupun wpunwhwjnywsd
Ynwitipwyny: Lw uwl niup <hpawpniugh hpjwunniejwu wwwndnieiniu: ZEB2 gliunwd
hwjinuwpbpyb £ dnunwghw: N°pu b wyu Yihuplugh gbubumpyuwywu wfunnpnandp:

U-UnJwpe-4hjunup (Mowat-Wilson) hwdwfuwnwuh?
R-Php-Lnithphuuh (Pitt-Hopkins) hwdwfuwnwuhy
S-Udhp-Uwqgbuhuh (Smith-Magenis) hwdwfuwnwuh?
T-Lhduepwih (KleefstrA. hwdwfunwuh?

200. 6 n. nnwu niup dwup dinwynp rEpqupgugnid, funptinwpebinng,
uwwuwnhynieiniu b dwup huptwyuwudwu Juppwaghd, npp punipwagnyntd k
openupubiph W dwuwnubiph Yotiint hwpywnpwywtu unynpnygjudp: Lpw dnin
wfunnpnayb b wnpwhy wnunhqd® unghwjwlwu hwnnpnwygniyejwu
pwgwlwnipjwt ywwnbwnny: Lwpnpwwnnp hbunwgnunnigjudp pugwhwjnyb) §
qgquwih hhwbpniphysdhw: N°p $Epdbunu £ wupwywpwp pnidwnnih dnwn:



U-Unbtunghu nbwdhuwq

RP-Lhwynpuwuwnhu-gniwtuhu $nudbnnhpnghjinpwuudbipnug (HGPRT)
S-Nepwn opuhnwg (ntphlwgA.

-Bdnudbnnhpnghjyhpndnudwin (PRPP) uhupbtinwg

201. 18 wduwlwu thnpphy GpGluwih dnun ufwpwgpynud £ ypluynn, Gpluwpwnle,
wnbunwjht b ns-inbunwjhu Ewhtwywnpy unwwubp: <bwnwaqujnd, btywpwanyb) Gu
qunpgqugdwt hwwwnnd, dnwynp plipqupgwgnid b wnunhunhy uwblunph

fuwuqupnw: UNG wpnyniupp wnwug uwytighdhy thnthnfunigyniuutiph £: UnjGynywihu
ytipindnieiniup SCNTA-nw hwjnuwpbipnwd £ niuyghwih Ynpuwnh de novo
nwppbpwy: N°pu |k wfunnpnonidp:

U-“pwytih (Dravet) hwdwfuwnwuhg
P-2wpqugdwu b Ewyhwywnpy Eugbdwinywehw 6B nbuwy

Y-Ewhltwuhwih uwnpwnhly nbiup
-Uwnwynp qupqugdwt hwwywndwu wninnund-nndhuww inbuwy 1

202. 4 wduwywu nnwjh dnun wnlw Gu hhynnnuhw b [Gqyh dwughyniywghw W
Ywulwdéynid £ nnuninbnwihtu dywuwjht wnpndpw: dGubnhluwlywu punmwynpdwdp
GpGluwjh dnwn pwgwhwjnyb| £ SMNT gliup 7-pn Eygnup hndnghgnwun nbtghw, dnp
dnun' SMN1 gbiup 7-pn Eygnup 1 opptwly, huy hnp dnin® SMNT gtiup 7-pn Eygnup 2

ophuwy: huswb’u pwgwwnpb| punwuhpnd RGunh wpryniupubph pYwgjwy
wuhwdwwwwwufuwuntejniup:

U-<np dnuin SMN1-h GpYynt oppuwyubipnp gwnuynid Gu cis nhppnud
R-Znp dnin SMN1-h thnfuwpynd SMN2 |nyntup
S-Lnp dnin wnyw L Ybunwjht dniinwghw SMNT-nw

-de novo Uniinwghw nnwjh dnwn

203. 7 w. wnohyp niup puwdhu, dwup Gpyynndwup ubuunulipw unnniEjwu Ynpniun
U 2wpdnnuywt qupgqugdwt npwgnd (YGunhpniywp $niuyghwih fuwtugqupdwu



wwwnbwnny ulub £ pwytp 22 wduwlwunid), huy Yhuwdnie wwjdwuubpnud pwfuynid
E opowwwwnnn hptippu: Usph dwutwghwnwgywé htitmwgnunnieiniup gnyg b wwihu

Jun npubinpdwdp gnighy-upjwlwiht nhunpndhw (whqubunwihu nnhuhwn): N°p
hwdwfunmwuhou £ Yuulwdynid:

U-MEdunidh (Refsum) hhqwunniejniu
P-Ujuwnpndh (Alstrom) hwdwfuwnmwuhg
Q-Ustiph (Usher) hwdwfunwuhg wnhwy 1
-MNGunptinh (PendreD. hwdwfuwmnmwuhy

204. 9 wduwlwu Gpbluwjh dnn tywnynud £ uyntt inbunnuiywu Ynunwwnh
pwgwlwynyeintu b wspbiph nhpdhy, wlwdw hnphgnuwlwu swndndubip (Uhunwaqd):
ElGyunpnnGunphungpwdhwt gnyg £ wvnwihu gniyhyubph b updwyhlyubph ywwnmwufuwu
wqnwuowuubiph pwgwlwjniejniu: Usph hwwnwyh quunidp gnyg £ innwihu
hwdbtdwwnwpwp Unpdw| Yunnigjwéph gwugwpwnwup, uwlwju uywwnynd £ pph
nwunwn wpdwgwup (nyup twwndwdp: Np dwnwuqulwu hhwunnuyeiniup wbwp &
Ywulwdb:

U-Cunwpgqwnnuwuh (Stargardt) hhwunniejntu
P-Lbptiph (Leber) puwdhu wdwypng
S-runpnhntipbdhw

H-X-2npewjwlgywsd ntimhunzhghu

205. 22 wn. lnnwdwpnp pnnnpntd £ w9 wsph wnbiunnnigjwt hwulwpdwyh, wuguy
donwynnnudphg, huly unyu fuunhpp 3 wdhu wug wnwowunwd £ uwl dwfu wpnud'
hwugbigubny Gpyynndwup YGEunpnuwwu wnbunnniejwu Ynpunh (YEunpnuwywu
uynunndwubin): Usph hwwnwyh quunwdp pugwhwjwnnid £ wnbunnuywu ujwpnh
ujwywnwyh 2nipe nbinwywywd nbjwughtyunwmhly dhypnwughnwwehw W npwu
hwonpnnn wnGunnwywu bjwpnh gniuwwnieiniu: Pnidwnniu upnd £ dnpbinpnp dnin
wu Gppnwuwpn tnwphpnd nGunnniejwu Udwlwwnhw Ynpunh dwupu:
QLubwnhywywu wuwhgp hwjnuwpbpnud £ m.11778G>A Yhwnwihu dnunwghwu: N°pu
E wju hwdwunwuhoh dwnwugqdwu nhwp:

U-X-onpwjwlygywsd ntigtiupy dwnwugnid



P-Unwnnund-nndhtwuwn dwnwugnwd thnihnfuwlwt wbubunpwuwnniejwdp
S-Uhwnnpnunphw| dwnwugntd.
T-Unnndhuwuwnnipjwdp dwnwugnid

206. 14 . mnwyh dnwn wnlw Gu dhypnuynwhy hbdwnniphw, pny| wpunwhwjnywd
wnnunbhuniphw b uGuunulipw JunnniejwUu qupgwgnn Ynpnwwn: Pnidwnnth
dnpbinpnp dnun 25 n. qupquwgt) £ Gppluwdwiht wupwydwpwpnigjwu ybipohtu thny:
Pnidwnnth Gphlwdh phnwyupwt gnyg £ mwihu gndGpnyjwp pwqu| puwnwupnd

lamina densa-h (fuhwn hptinhlh) punpn? Wwwytin: Np wiunnpnanwiu £ Gupwnpynid
wnyjw| wwpwgwjnd b np gtup htin £ wju wungugywo:

U-Ujwnpunh (Alport) hwdwfunwuhy 1-hu inbiuwy, COL4AS, X-onpwjwygywsd
P-Ujwynpwnh (Alport) hwdwfuwmwuh2 3a nbuwl, COL4A3, wnwnnund-nndhuwuwn
S-Ujwynpwnh (Alport) hwdwfuwmwuh2 3b inbuwl, COL4A3, wninnund-ntgbuhy
-Ujwynpwnh (Alport) hwdwfuwnwuh 2-pn inbuwly, COL4A4, wnunnund-ntigbuhy

207. 4 wduwywu hqwlwu utinh Gpbfuwjh dnuin quwhwunynid Gu funpp
wpunwhwjunywsd qtubpwihqugywsé hhwynwnnuhw, pny| jwg, yuwn wpunwhwjnjwsd
ootinL ntid|tipu U gnijup wwhbnt wulwpnnnieiniu: RQuudwu dwdwuwly tpbfuwu
wwnywd £ «gnpunh ninhlyubph» nhppny U ulwwnynid Gu |Gqyp dwup
$wughynyywghwubip: funpp 9qwihu nE$ puubpp |hnyhtu pwgwywynud Bu: N°pu
wnwohu Gupwnpynn hwdwfunwuhop:

U-Distal Hereditary Motor Neuropathy
P-Nnunwintnwjhtu dywuwjht winpndhw
Q-LLutinnt (Kennedy) hhywunniejntu
T-2wpqugnn dywtwiht wnpndhw

208. 14 n. nmnwu quuguwwyntd k supdnwdutiph wunhéwuwpwn wénn
wuhwpdwpnientuhg, Ynd-upniupwjhtu hnnh hwéwluwyh dgnidutiphg U ninuwpweh

pwpdp Ywdwph nbdnpdwghwihg (pes cavus): Lw ntuh unnphu Ybiponyrubiph



nhunw| hwwnywdutiph dywuutiph updtinphy wnpndhw, nintwpwetiph dwwnubiph
dnipbwudwt nEbnpdwghw U funpwupuwin 9wihu nEdtiputbiph Enywgnid:
EiGYunpnubpndhngpwdhly hGurnwgnnnipniup wpdwuwgnpnid £ ujwpnwhu
hwnnpnwwuniyejwu wpwagniRjwu qqwih ujwgnwd: Pnidwnnth dnwn 17p11.2
ppndnundwjht wbnwdwuntd n"p giubnhlulwu fuwpwpnuiu £ wnwyb| hwéwfu
wwwnwufuwtuwwnt wju Yhuhwlwu npuunpnidutiph hwdwp:

U-Uphypnnbtighw, npu pungpynud £ PMP22 qtup

R-MPZ qtuh de novo dhuubtitiu dnuinwghw

3-1,4 Mb swithh nmwunbdwjht nnwyhlwghw, npu pungpynid £ PMP22 gbiup
-hudbipupw, npp fuwtunnud £ GJB1 gbuh wypndnunnpwiht hwunywdp

209. 10 w. vinwjh dnwn gpwugyti £ wowynndjwu eniniejwu W hndnupd
htdhwunthuhw, husp udwuwynwd £ unip hotidhy Yweywdh ywwmybphu: Sjunintinh
UNG-u gnyg £ vwiphu Ytinlwihtu ogwfuwjhtu wiunmwhwpnudubin, npnup stu
hwdwwwwwufuwunw wunpwiht uunigdwu nwuwlwu gnuinhubphu: Y hupyuywu
wuwdubignud tpynwd £ Yupbwhwuwyniejnit, dhgpbuwudwt wwppbpwywu
glfuwgwytip b qgbubipwihqugywd unwwubip: Ujwuwjhu phnwyuhwu Gomori-h
Gnwagnyu ubipydwu ywjdwuubpnw pwgwhwjinnud £ «ywwnwnnindwsd Yunpdhp
dwupwptitp»: FGuGnhlwlwu wuwhgp hwunwwnnid £ m.3243A>G YGwnwjhu
dninwghwu MT-TLT gbunwd: N°p dwnwugqwlwu hhjwunnieyniuu b punigwgnpynid b

n"pu £ npw hinihnfuwlwu npuinpdwu dGfuwuhqgup:

U-LHON (Leber Hereditary Optic Neuropathy) hwdwfuwnwuhp' ns |nhy
wuGwnpwuwnnie)ntu

P-MERRF (Myoclonic Epilepsy with Ragged Red Fibers) hwdwfunwuhs' duwjpwlwu
nhundhw
Q-MELAS hwdwfuinwuhp' htnbpnwwqdhw

Y-Leigh hwdwuwnwupy' hbinbpnwwqdhw

210. 8 . nnwjh dnwn wpwanptu h hwyn Gu quihu yuppwjhu fuunhpubip, Ynguhwnhy
$niuyghwubiph wuynd, qupgugnn uwwuwnhy wnbnmpwuwywpbg, nbunnnypjwu Yupny
Ynpniuwn, dwoyh hhwbpwhgdtunwghw: Sjfunintinh UNG-u gnyg k£ mwihu ququp-
dndpwiluyht 2ngwith uwhwnwl uynyah updbnphly nbdhtiihuhqughw: Upjw



wwaqdwjnid wnlw E swihwquug tiplwn onpwiny dwpwweeniutnh (VLCFA)
Ynunwynwd: N°pu b dwnwugdwu wbuwyp, gbup W hwdwluwnwuhap:

U-Untinnund-ntigtiuhy, GALC, Ynwpbh (Krabbe) hhjwunniejniu
R-X-onpwjwygywsd ntigtuhy, ABCD1, Unptun|Giynnhunpndhw
Q-Unwnnund-ntigtiuhy, PEX1, RGytgbiph (Zellweger) hhywunnig)ntu
“+-Untinnund-ntigbiuhy, ARSA, Utitnwppndwwnwihtu |Giynnhunpndhw

211. 45 n. nnwdwpnnt dnin wnyw Gu ypnpuphdw| dywuubph qupgqwgnn enynyejniu,
wpwwhwjinywd pnipwp wiunwuppubip (nhudbwaghw, nhqupunppA. W tqyp nt
ptipwup dywuubiph wnbuwubih $wughyniywghwutip: Lwpwagpynw Gu bwl
Gpyynndwup ghubyndwuwnphw b wdnpéhutiph wwnpndhw, huly jJwpnpwwnnp
nyjwiubpny’ Ypbwwnphu Yhuwgh dwlwpnuyh swihwynp b mbunnuntbipnup
dwlwpnwyh pwpédpwgnud: EGYnpnubpndhngpwdbhwt hwuwnwwnnd £ unnphu
owndnnulwu ubpnuubph punhwuniyp ppnuply nbgbubpwghw: N°pu £ pnidwnnih dnin
Gupwnpynn hwdwfunwuhop:

U-Udhnunpn$hly Ynnduwihu uyiipng (ALS)' nnhw 1

P-NnuninGnwjhtu L pniypwp dywuwiht winpndhw (Kennedy Disease)
Q-Nnuntnbin-nintnhywjhu wnwpuhw' nhw 3 (Machado-Joseph Disease)
“+-Untinnund-nndhuwuwn nhunw| dwnwuqulwu owpdnnuywu b pnwwehw

212. 42 . Yung dnwn ytipght Gpynt mwphubiph pupwgpnid npubinpynid £
hhonnnipjwl wypngptiuhy Ynpnwiwn, nmwpwdnijwu dby Ynndunpnadwt fuwugqwpnid b
wuhwwwlwunigjwu Yupny thnthnfunieniutbp: Lpw dwypp W dnpbinpwpp 40
wnwnbywuhg wug nwtigh| Gu dwup nbdtughw U dwhwgtb| dhusl 50 n. hwuwyp:
Ltjpnntigbutipwwnphy hpjwunniegyniuutiph htivn uwywd gliubipp hwdwihp
hbwnwagnunigjwt wpwgwnd n"p gbund £ wnwyb] hwjwuwlywu pugwhwjnb;
htiwinbpnghgnun dniinwghw:

U-PSEN1
R-PLAU
S-APOE



T-SNCA

213. 32 wn. mnwdwpnnt dnun nhwinynid Gu hwuqunh yhdwynd qupgugnn nnn,
ppwnhyhutighw U Yagywdph wpunwhwjnywd wulwjniunteiniu: Ufunmwuhoubipp
npulnpnud Gu opdw pupwgpnd wwnwunwubiph Yupniy punye' Gpbynjwu
qquwihnpbu Jwwnpwpwgnuny U puhg htinn pwpbwynudny: L-nnwjwjh (LevodopA.
gwon nbinwswthh punniunwp gnyg £ nwihu pbpwwlnhy gbpwquug wpnyniup,
uwlwju 2wwn wpwa qupguunw Gu L-nnwwing ywjdwuwynpywd Jwn 2powup
nhuyhutighwutip: Np wfunnpnnudu £ Gupwnpynid nyjw| wwpwgwjnd b np gbup
htin £ wju wungugywé:

U-NMwnpyhuunup hhwunniejniu 1-hu inbiuwy, SNCA
P-Mwpyhuunuh hpjwunnipiniu 2-pn inbuwl, PRKN
S-Nwpyhuunuh hhywunnientt 8-pn. inbiuwy, LRRK2
T-MNwpyhuunuh hhjwunnypjwt bwfuwnpwdwnpywonteiniu, GBA

214. 3,5 nmwnpbtywu wnohyp quwiny wybih dbd ndwpniejwdp  ninph Ywugqunid
hwwnwyht buwnbijnig htunn: Lpw wpwu 2hénynid YpGwnhuyhuwgh dJwywpnwyp
fuhuin pwpdpwgwd t: Auuwywé pnidwnniu hqulwu utinh k, Gupwnpjw] Yihupyuwu
wfuinnpnanwdp Hnpbuh dywuwihu nhunpndhwt £: Lotip gEuGnhyuwlywu wju
dbjuwuhqdp, npp Ywpnn £ pwgwunpt| hgulwu utinh pnidwnnth dnun “Hnpbup
dywuwihu nhunpndhwjh npubnpnidp:

U-upw hwjpwywu X ppndnundp Gupwpyyb) £ ny ywwnwhwlwu huwyunhywugdwu
qnbipt pninp Ywd pninp pohgutinnu

P-nhuwdhl dniinwghwubiph hGnbwup

S-wnunnund ppndnundutiph shwjwuwpwyonywsd npwunlwghjw

-dhwynndwup dunnuywu nhundhw

215. 3,5 mwpblwu wnohyp quwiny wybih dté ndjwpnypjwdp £ ninph Ywugund
hwwwyht uuwnbiinig htinn: Lpw wpjwu 2hénynw YpGwnmhuyhuwgh dwlwpnwyp
fuhuin pwpdpwgwd k: Auwywé pnidwnniu hqulwu utinh k, Gupwnpjw] Yihupyuwu



wfuwnnpnanwip “Ynptuh dywuwihu nhunpndhwt k: Lotp wy| dGluwuphqd, npp Yupnn
E pwgwwnnb hqulwu ubinh pnidwnnth dnuin “Hnptuh dywuwihu nhunpndhwih
npulinpnudp:

U-nhuwdhy dnunwghwubiph htimbwup

P-fdtiputiph hwdwfunwuhy, Gpp dhwy X ppndnundp dwnwugqywd £ dnphg, npp Ypnud
E dnuwnwghw DMD gbuntd

S-wnunnundubipph spwjwtuwynpywd inpwtuinyughjw
-dhwynndwup dunnwlwu nhundhw

216. Yhpywduh hwdwfunwuhop Yuwywsd £ hbnlyw| ppndnundwjht inbinwdwup
nblGghwjh htiwn

U-22q11
R-15q11-q13
Q-7q11.23
N-5p15

217. dhpwduph hwdwfunwuhoh nbwpnd hhduwwunwd nhunynwd

U-f@npwjhu quipytipwyh wnptighw

P-Uhwju wnpuwih Ynwplunwghw

S-Uhwju dwinjh mbnpwnw
T-Unpunwjh thwlwuhg 4bip puywsé hwindwdh utinugnud (uniypwywyniywn unbiung)

218. Hadph jnipwhwwnnyy wnnigywédpny, upwnh ptwdhtu wpwwnny W qupgugdwu
hwwwnnuwing Gpbfuwgh dnn wnfw £ 22q11.2 nbjbghw: Ujn hwdwfunwuhou £

U-h&npoh (DiGeorge) hwdwfuinwuh?



P-dhywdup (Williams) hwdwfuwnwuhy
S-«“wuinyh Ghy» (Cri-du-chat) hwdwfuwnwuh?
"-Uugbijdwuh (Angelman) hwdwfuwmwuhg

219. Hhnpoh (DiGeorge) hwdwfunwuhop Yuwyws £

U-Nipgwgbindh $niuyghwjph nidbinugdwt hbiwn
P-Nipguiqtingh hhuynwjwahuwgh htin

F-Uwlpnoptuhnhqdh htin
T-Uwpdwuwudwu uqddwdph hbwn

220. 22q11.2 nbjbghwih hwdwfunmwuhohtu punpng upnwihtu wiunwhwpnwu £

U-Unpunwih 2Gpinwquinnid

R-Uhwju dhwinpw| uinbung

S-Upuinh Ynuninpniuljw| wpwn

T-Pwgwnwwbu hhwbpunpndhy Yuwpnhndhnwwphw

221. Gpbfuwjh dnuin wnlw Gu Yplyuynn Jwpwyubip, hhynYuwigtidhw U upwinp
Ynunwnpniulw| wpwwn: N°p ppndnundwiht fuwugwpnuwp whbwnp £ Yuuywdt):

U-4dhpywduh hwdwfunwuhy
P-fatiputiph hwdwfuwnwuh)
F-Ywjudpbntiph hwdwlunwuhy
™-22q11.2 nbtghwjh hwdwfuwnwuhy



222. Gpbijuwjh dnin wnlw GU wnpwwih hwywuhg ybip pulwsd hwindwsdh ubinugnid
(untypwywyniywp wnpunwy unbung) W nbkdph punpng Yunnigwdp: Np
hwdwluwnwuhpu £ hwwuwlwu:

U-Yhpgwduh hwdwfuwnwuhg
P-Uugbjdwuh hwdwfunwuhy
Y-Npwnbip-4hihh hwdwfuwnwuhy
T-«HYwuinyh dhy» hwdwfunwuhy

223. Pwpdpwhwuwy ntnwhwu nnwjh dnun wnlw Gu ghuGyndwuwnphw W thnpp
wdnpdhubip: N°p hwdwfunwupop wbwp £ nhunwnpyb):

U-f¢biputiph hwdwfunwuhy
P-Yjwjudtintiph hwdwfunwuhy
S-Ywniup hwdwluwnwuh)
F-Ufuntunpnuwghw

224. Swépwhwuwl nGnwhwu wnolyw dnn wnyw Gu wnweouwihu wdtunpbiw L
dJwpwuubph nninhdbunwp Yunnigwdp: Np hwdwfunwuhop wybwp £ nhnwpyb:

U-«Ptupniu X» ppndnundh hwdwfuwmwuhg
P-Ywjudbintbph hwdwfuwnwuhy
F-Uwpdwuh hwdwfunmwuhy

N-(atipubph hwdwfuwnwuhy

225. 2 mwnpblwu winwih dnin wnyw Gu qupgugdwu hwwwnnd b $Gppp;
gugnwdutip: Snwjh ppndnundwjht microarray ptuwnh wpnyniupu k. arr[GRCh37]
8p23.3p23.1(191530_6644251)x1, 8924.3(142840194_146280020)x3



U-Unp Ywphnnhwu k 46,XX: N°pu £ hnp wdbuwhwywuwlwu Yuphnnpwp:
P-46,XY

Q-46,XY,del(8)(p23.3p23.1)

N-46,XY,ins(8)(q24.3p23.1p23.3) 46,XY,inv(8)(p23.1924.3)

226. 6 wduwlwu twniuh hwdwfunwuhony nnwih Gphunwuwpn wmwphph Gpynt
Sunnubtipu k| wnnng Gu: Snwjh Ywphnuinhwu £ 46,XY,rob(14;21)(q10;q10),+21, dnpp’
45 XX,rob(14;21)(q10;q10), huly hnpp' 46,XY: Nppw’u £ wju gnygh dnin Fwniup

hwdwfunwuhoh Ypyuniejwu nhuyp:

U-<1%
P-1-2%
Q-10-15%
1-40-50%

227. 7 opwlwtu wnolw dnunn wnlw GU wuw| wnpbighw, wlywugwfubignt hwybyw
Gintunubip, Yninpndw U pnie dwnubiph Ypluwwwnynwd: Lpndnundwjhu microarray

ptuwnh dhongny hwjnuwpbpyb| £ qgundh hnhnfuwywu pyny hwundwdubtinh
wnwppbipwy (CNV): N°pu £ ppndnundwht microarray phuwnph wpryniupubiphg
wdbuwhwywuwywup:

U-12p-h dnquhy wnbinmpwundhw
R-22g-h dwutwyh nbinmpwundhw
%-4p-h wmbpdhuw| nbtghw
™-18-pn. ppndnundh tnphundhw

228. Yung Ywphnunhwynw hwjnuwptipyt| b hwjwuwpwyznwsd ntighwynny
wnpwuuinwghw: Pnidwnniu YGuninhwynpbt unpdw) £, pwjg upw dnwn gpwugyb) Gu
UpYyuynn yhdnidutip: N°pu £ yhdndubph wdbuwhwywuwlwu dGfuwupqdp:



U-Uhwnpnunphw dntinwghwjh hGinbpnwjwgdphwih wb
P-Ns-hwywuwpwyonwd npwuuinughwiny dywpohsubiph qupgqugnid
S-Ng |nhy wELGWMpWUWNLENLU

-X ppndnundh huwYywnhywgntd

229. Pnidwnnth ywphnunhwywynpnwip pwgwhwjwnnud £ pohoubiph Gpynt
wnwniywghwubp' 46,XX W 47,XX,+21: Wu wpryntupp yyuwynwd £ hbinlywih dwupu.

U-fuhdtiphqu

P-Unquhghqu

S-Uhwynndwuh dunnwlywu nhundhw
T-dwlwuwpwyonjwd npwuuinywughw

230. N"p ypdwlu £ gnignpnynid plwtdwu ywpwungny, Yupbwhwuwynyejwdp U
ghuwnuwjhu nhugbutighwny:

U-tpubiph hwdwuinwuhs
P-4juyudtintinh hwdwfuwnwuhy
A-Nwwnwnth hwdwfunwuhg
Y-Ywniuh hwdwlunwuhg

231. Snwdwpnlwug dnuin pwpdp hwuwyh, thnpp wdnpdhubph b wuwywnnniejwu htin
Ywwywsd n"p ppndnundwjht fuwugquipnuwu k:

U-f¢biputiph hwdwfunwuhy
P-Yjwjudbintiph hwdwfunwuh
Q-Endwpnup hwdwfunwuh)
Y-Mwwnwnth hwdwlunwuhg



232. Sphundhw wnwywgunn hhduwlwu dGjuwuhgqdubppg £

U-2unwpwugwwnnwdp (non-disjunction)
P-Spwluywghwu

Q-MFUIS-h uthjwjuhugp

T-"YUl3-h dbphjwgnidp

233. Cwjwuwpwyonwsd npwuuinyughwih Ypnnp Ywpnn k |hub.

U-Lhnyhu wuhdwuinndwinhy
R-Uhoun dwup wiunwhwnpywé
S-Uhoun niubuw| wuwywnnniejntu
T-Uhoin qupgugdwu hwwwndwdp

234. Ninpbipnunujwu wpwuunywghwubpu wnwyb) hwdwfu pungpynwd U’

U-Uypngtuwnphy ppndnundutip
P-Uhwju dGwnwgbunphy ppndnundubp
S-Uhwju ubnwlwu ppndnundubip
-Pwgwnwwbu 1-hu ppndnundp

235. 7-wdjw wnolw dnun wnlw U qupqugdwu ptrlwyh hwwwnntd,
hupuwyuwunn Juwppwaghs, hhyninnupw b dwpwywlwinw: Lpw dnuin pwugwhwjnyb b
17p11.2 mbnwdwup htwnbpnghgnu nbitighw: N"pu £ pnidwnnihtu punpng dinw wnwyby
hwwywuowlwu npubnpnidp:



U-UpubUuwihtu unwwubip
P-Uwnwpuhl puyjwdp
F-Dwughynrjjughwubp
-Luh fuwugqwpnd

236. 5 wn. lnwjh dnuin wnyw Gu qupgugdwu hwwwnnid, dhothnpnpw)htu
dhouwwwunh wpwwn, fJunwtw] winpbighw, wpunwpht wlwugh wpwwn, junnnejwu

Ynpniuwn, nhdwjhtu bjwpnh wwpwihs b ubnwlywu opquuubiph hhwynwjjwghw: Lpw
hwuwlu nt pwyp 3-pn whpgbuwnhihg gwdp Gu: Npu b wdkuwhwjwuwlwu
wfuwinnpnonidp:

U-22q11.2 nbjtighwjh hwdwfuwnmwuh?
P-BOR hwdwfuwnwuhy

G-CHARGE hwdwfuwnwuhy
Y-Ujnphniup hwdwfuwnwuhg

237. 32-wdjw nnwdwnnp nwnwwnd £ enpwiht $hppngny b wubdhwiny: Lpw
dwqbipp nwnaébp Gu dnfupwgnyu 35 nwpblwunw: Lw nwh thfupnu Bnniugqutip:
Lpndnundwjphu hus fjuwpwpnw Ywpbih £ wyuywb:

U-SGuwnpndbpwiht wulwjntuniypniu

P-fatiindtputiph Ywpbwgnid

F-Awnwqujpwhwpdwu hGunbwupny ppndnundwjht fuwpwnnidubp
-Lnyp ppndwnpnubiph hnfuwtwydwu wybjwgnd

238. Twniup hwdwlunwuhou wnwyb) hwwfu wwjdwuwynpqws £

U-Lpndnundutiph dGjnunhy sinwpwugwndwdp (non-disjunction)
P-14-pn. U 21-pn ppndnundubiph hwjwuwpwyrnjwd npwuunyughwiny



Q-21-pn ppndnundh inbitnpwundhw)ny
-21-pn ppndnundh dhypnnbiighwiny

239. N°p $hghlwywtu wnwuduwhwwnyniginiuu £ punpny Ytwniup hwdwfunwuhopu:

U-Ugptipp Yupywdph 4tip ninnywd Ynp éu (upward palpebral fissures)
P-Upwnwhwjnjwé wpwfuunnwlyunhhw

G-Uhwju pwnwupwynp ywpwung

Y-Npwbu hpduwlwu hwnlwuhg' ynihnwynhhw

240. Ttwniuh hwdwfunwup2p Yuwywd b hbnlywih qupgugdwu pwpdp nhuyp ht.

U-Uhwju untp [hddnpjwunwihtu |Gyng

P-Unip dhtinpn 1G)Yyng W npn2 wy| swpnpwy unpwgnjwgniejniuubip
F-Pwgwnwwbu dGjwundw

T-Uhwju Jwhwuwél gindh pwngytin

241. UtindJwd pnniugputipny, hpwp ypw nwuwynpywsd dwwmnubpny b ninbwpweh
Ypnwuyh hwndwsp nbwh nnipu plipjwsd b ubippwuh Yinpwgwsd inbiupny (congenital
vertical talus) unpwdhuu wdbuwju hwjwuwywuniejwdp nwp'

U-Sphundhw 18

P-Sphundhw 21

Q-3tipubiph hwdwfunwuhy
TYwipbipntinh hwdwhunwthy



242. <ninypnqbtiugtibwihw, 2npenituph/phdph thtintynd bW wynihnwywnhhw niubkgnn
Unpwdth dnn wuhpwdbiown £ unniglip hbunlywih wnfuwnieginwup.

u-45,X

P-Sphundhw 18
S-Sphundhw 21
T-Sphundhw 13

243. Atinph qupgqwguwu np wundwihwt £ punpn2 twniup hwdwfuwnmwuhopu.

U-wynihnwlnhihw
P-ppwiuhnwywnhhw
S-dwwnubipp fuwswaébi nhppp
“r-uhunwywnhjhw

244. Rpnuply gpwunybdwwnng hhwunniegniup unynpwpwp dwnwugynd £ npybu’

U-Uhwnpnunphw
R-Untinnund-nndhuwuwn
F-X-2npwjwlgywsd ntigiupy
H-Y-anpwjwlygywsd

245. N"pu | dwugqunwdél poowihtu wubdhwih wdbuhg hwwfu dwnwugdwu dup L
gnphuwht wweninghw:

U-Unwnnund-ntigbuhy, widw-gnphtup fjuwpwpnid
R-Untinnund-nndhuwuwn, widw-gnphup fuwpwnpnid
S-X-2npwjwygwsd ntigtuhy, ptnw-qnphtup fjuwpwpnid



“-Unwnnund-ntigtiuhy, ptwnw-gnphtup juwpwnnid

246. Np dwnwugwlwu wnunnpnppnpwjhu hwdwfunwuhoht £ punpng
hhjwunnipjwu npulinpnudp uEnuwwnw bW Jun dwulwlwu hwuwynwd

U-Lpnupy dwuwlwt yjwpnwhu, dwalwihu bW hnnwjhu hwdwfuwnwuhy
(NOMID/CINCA.

P-Uwpow(h hwdwluinwhhy
S-punwublwu gpnwihu wnunnpnppnpwiht hwdwfuwnmwhhg
-TNFR-wungwgywd ywppbipwywu hwdwfunwuhy (TRAPS)

247. Np dwnwugwywu wnunnpnppnpwiht hwdwfuinwuhoht punpn sku
Ynujntyinhyhwnutipp, niythwnubpp b wywwhtinbdw.

U-Lpnupy dwuwlwt yyjwpnwihu, dwalwihu bW hnnwjhtu hwdwfuwnwuhy
(NOMID/CINCA.

P-Uwpowih hwdwlunwuhy
S-punwublwu gpnwihu wnunnpnppnpwiht hwdwfuwmnwhhg
-TNFR-wungwgywd ywppbipwywu hwdwfunwuhg (TRAPS)

248. Cunwubywu dhotipypwonywihu inbunh pwpnniejniuutiphg £ hwunhuwunwd
Gphywdwjphu wdhinhnngpp, npp hhduwywunid qupguund £ pniddwt
pwgwlwjnipjwu nbwpnwd: MEFV U SAAT gbubiph n"p gbununhwbiph hwdwunbin
wnlywynyeiniut £ hwunhuwunw Gphywdwihu wdhinhnngh qupgugdwu nhuyh
gnpdnu

U-MEFV p.V726A hndnghgnun wnmwpptipwly U SAAT o/a gbununhy
R-MEFV p.M694V hndnghgnw tnwppbipwy b SAAT a/a gbiunuinhw
Q-MEFV p.M80I hndnghgnun tnwppbipwly U SAAT B/B gbununpw
N-MEFV p.F479L hndnghgnun nmwppbipwy W SAAT y/y gbunuinhy



249. Cunwubywu dhotipypwoénywihu nbunh hwdwp wwwnwufuwuwwnmne MEFV qbup
Ynnwynpnud £ whpht uyhwnwynigp, npp’

U-wnwowguntd £ pwpdp pnppnpwjht wynhynieyntu
P-uwywuwnnud £ IL-1B-h wuybpwhulybih wpunwnpniejwup

F-Pnppnpwjht uwhnwynigutinh Ywpqudnphy £
T-dwutwygnud £ NFkB wlyinpywghwjhu

250. 14 . nbinwhwup hGwnwgnwuynid £ Pseudomonas aeruginosa-ny
wwjdwuwynpywd pnpwihtu Ypyuynn Jwpwlyubph, ppnupy ywuuhunwphuinp b
$hahywlywu ppqupqugdwu juwwygnipjwdp: Lpw wuwdubgnd byt £ duybijng
htiinn dEynupnidwiht wuwugwubijhnyeinu W Gupwuwnwdnpuwihu qtindh Lygnyppu
wupwywpwnpniejntup, npp hwugbignt) £ unbwwnnpbiwh (Gwpwwjhtu Ynwuph
Guwynpnud): Lpuinpupnid pinphnutiph npnadwt eGuwnh wpryntupp Ywqgdnd £ 85
ddny/i: N°p wiuwnpnnudu | Gupwnpynid ndjw) wwpwgwynid b np gbup hbwn £ wju
wungwgywd:

U-Carbonic Anhydrase XII Deficiency, CA12
P-Epithelial Sodium Channel Dysregulation, SCNN1A
S-dwnwuqulwu wwuypbwwnhw, CFTR
-Yhuwnwiht $hppng, CFTR

251. CYP2C9 ghliuh wwengbu twpptipwyutiph hwdwwnbn yGpndniejwu
dwpdwyngbiubinpl pEunp qguwhwwnnud £ gbubnplulwu nbnGlwwnynieniup, npp
Jpwpbpnu £

U-Ubwnwuwunptipuwwnubiph ujwwndwdp opquuhqip wuhwunwwt ywwnwufuwupht Ywd
npw Ujnypwhnfuwuwyniejwunp

P-dwpdwphuh uywwndwdp opgwuhgqih wuhwwnwlwu ywwnwufuwuhtu Yuwd npw
Ujnipwihnfuwtiwynijwup



Q-5-p|ntnpnipwghih Uywwndwdp opgqwuhquh wuhwwnwlywu ywwnwufuwuht wd npw
Ujnipwihnfuwtwynipjwup
Tt-dnjwperyh dGnmwpnhqih wuthwnwwu niuwynyejwup

252. Shwnnfupnd CYP2C19 qbuh wwpengbu L npn2 wnihdnpd wwppbpwlyubph
hwdwuwnbin ytipindnigjwu wpdwyngbiubnpy ptiunp guwhwwnnud £ gbunpluywu
wnbnGYwwnynipyniup, npp ybpwpbpnud £

U-Yinwhnngptilh Uwundwdp opquuhqiph wthwnwwt ywwnwufuwuht Ywd npw
Ujnipwihnfuwtiwynipjwup

P-dwpdwphup tjwundwdp opquuhgqih wthwwnwlwu ywwnwufuwuht Jwd npw
Ujnipwihnfuwtwynipjwup

Q-5-p|ntnpnipwghih uywwndwdp opgqwuhquh wuhwwnwlywu ywwnwufuwuht wd npw
Ujnipwhnfuwtiwynipjwup

T-Lwlywnngh uuwwndwdp opgwuhgqih wuhwwnwlwu wunwubhniejwup

253. 3 wduwlwu wnnw Gpbifuwih dnun wnlw U wéh nL qupgugdwu hwwwnntd,
ptipwup funnnsh Ywynu Ywunhnng b dwup, ipluwpwwlb hwg: Ppnufuwwybingun
[Ywgniyh hGunnwgnunnypjwdp hwjnuwptipynid £ Pneumocystis jirovecii: Lw ntup
wpunwhwjunywsd hddnwtuhw: Lnupwjht ghnndbtwnphwt hwuwnwwnnd £ T~ BT NK-
hdntundbuninhwp: MNGungbujwu hGunwgnunie)niup gnyg £ wnwhu nipguqgtindh
unybph pwgwywynipyniu: N°pu | Gupwnpynn hhjwunniyejwu dwnwugdwu dup U
dniGyniwjhtu fuwpwnndp:

U-Unwnnund-ntigbuhy, ADA-h wupwywpwpnieintt, npp fJuwpwpnid £ wniphuubipp
ybGpwopowuwnniejwu ninphubipp

RP-X-onpwjwygywsd ntigbuhy, IL2RG gbuh dnwwnwghwubip, npnup thnihnfunwd Gu
punhwunip gquwddw-onew pulwihsp

S-Untinnund-nndhtwuwn, STAT3 gtiuh dninwghwutbip, npnup juwpwpnid Gu Th17
pohoUinh nhdlintiugnudp

-X-ppndnundwjhtu nndhuwtuwn, WAS gbuh wnwppbpwlyubin, npnup fuwpwnpnid Gu
wywhuwjhu ghunnydwfuph duwynpnidp



254. Lnpdw)| duunwpbpnyeiniuphg htivnn Unpwsdhup wtnwihnfudb) £ hunbuupy
phEpwwhwh pwdwudniup' mwpwdniu ppnbpny, Epnghwubpny b dwyh deplugwsd
hwwnywdubtipny, npnup nbnulwjjwsd Gu hhduwywunwd dGnpbph, nnpbiph,
wpdnwuyubpp W duyubpp' ohdwu Gupwlw dwybpbuubphu: Uwoyh phnwupwih
dwupwnhwnwlwihu puuneniup gnyg £ tnwihu sbpunwqunnd’ mbnuiw)yws
wudhowwbu Yepwnhunghwnubiph pwquwy 26pnnud: N°pu  pnidwnnih dnuin
Ywufuwwnbuynn gubunpyulwu whunmnpnonidp

U-Epidermolysis Bullosa Simplex
P-Junctional Epidermolysis Bullosa
Q-Dystrophic Epidermolysis Bullosa
+-Epidermolytic Ichthyosis

255. 3 w. Gpbjuwu nwp dwoyh dwypwhtin (NLuwqgw)niunieyntu, wplh tjwqugnyu
dwnwagwjpwhwpnidhg htwunn dwup wplwjpnputip bW wpunmwhwjunywsd pubipnntpdw,
npp nintiygynid £ nbdph, wwpwungh U bwuwpwgntyubph ypw wulwunu
whwbuwudwu dwynyubph (jGuinphgnubiph) fuhwn pwofudwdp: Lpw preh Ypw ulwnbih
E Ynounn YbinLwudwu quwhwuhy, npp phnwyuhwt hwuwnwwnnd £ hudwghy tnwthwy
poowjht pwngytin wiunnpn2anwip: Cunwuppnd pwgwlw)nd Gu pwngytinh udwu wy
nbwpbp: N°pu b wdjw| hwdwlunmwuhoh hhduwlwu gbubunhyuwywt ywwnbwnp:

U-Ul3-h Mismatch Repair (MMR) gtutiphg dtiyntd de novo wwpengbit mwppbpwyp

P-TLI3-h Homologous Recombination (HR) qtutiphg dtynid hwjwuwlwu gbipdhtw)
wwenqbiu tnwppbipwyp

Q-UI3-h Nucleotide Excision Repair (NER) XPA gbliuntd hwywuwlwu gbipdhuw
wwengbl nwppbpwlp

"-BRAF ouyngbuntd undwwnply wwpengbu wnwpptpwyp

256. 20 wn. Gphunwuwpnp npwpwhyb| E uynpunwihtu fuwnh dwdwuwy W thpyyb £
thnpnpuwijht $hpphywghwihg: Upinh Efunljwpnhngpudhwu gnyg £ wnwihu upwnh
dhouwwwwnh wuhdbinphy hhwybpnpndhw' dwfu thnpnph htnhu yepouwnhwuwmnnihy
swithp 18 dd hwuwnniejwdp W dwfu thnpnph wpwnwdnhs ninnt nhuwdhy fugwunidny:
Untuyniinwghwt pwgwhwjnnd £ Ynain uhuinnihy wndniy, npp jwywgnyuu uynid &



Ynpdnuyph dwfu unnppu uwhdwunw: Np qGu(tip)p htwn £ wjit Yuwywsd W np
qutinmhlwlwu futunhpp wownp £ Gupwnnb:

U-SCNSA, nhjwwwghnu Yupnhndhnwwehw

R-MYBPC3 Ywd MYH7, hhwytpwnpndhy Yupnhndhnwwehw
Q-KCNQ1, Long QT hwdwfunwuhy

-PKP2, wnhpdngbu we thnpnpwjht nhuwjwghw

257.12 n. wnohyp hbGwnwgnwnyt £ (nnwihu npwpwihniyjwu npdwghg htinn: Lpw
hwpwqwp dnpwpnypp hwuwpdwdwh £ Gnb| wuhwuwuwjh wwwnbwnhg 20 n.:
Pnidwnnth hwuguunh wwjdwuubpnwd 12-unwunwnpwu wpunwdndutipny
ElGYunpwupunwagpniejwu wpryniupnd gpwugyb) £ 510 ddpy 2nygws QT hunbpyw
(QTC)" Jwyu, pwpdp wdyhnnipwihu T wihpubpny: N°pu £ upunwpwup Ynndhg
gbutiinhlwlwu fjunphpnwwunynypjwi nintgpdwu hhduwywu Yuwulwdynn
hwdwfuwnwuhap:

U-Upwnh wpngptuhynn pinljunuwgh 1A inbuwly
P-Ppniqunuih hwidwfunwthy 1-ht mhwh
Q-1-phu whwp Gpywp QT hwdwfuwmwuhop
+-3-pn wmhwh Gpywp QT hwdwfunwuhop

258. 28 n. wpwlwu ubinh pnidwnniu nhdbp b uprnwpwup® upnfuthngh W
hwjwuwywu bwjuwuhuynwbih qwuquwnutipny: Lpw 12-unwunwnw
wnpwwonwdutipny EGYunpwupwnwgpnypjuu wpryntupp gnyg £ iyt opodwsd T
wuwnwdhyubip V1-V3 wpwnwoénudubipnd b hunwly nbpdhtw] wunwdhy lugwodpny QRS
hwdwihph ybponwd® V1 opowiunid: <npinip-dnuppnphugny gpwugyb) Gu Yuyniu
thnpnpwyht wfuhywpnhwih pwqdwehy npdwqutn® <huh fupdh dwfu ninhyh
pinjunuwjh (LBBB. dnp$ninghwjny: Upwinh UMNCG-u gnyg £ gt we thnpnph inbinwjhu
wyhubighw U wy thnpnph dhnfunnh $hppng-dwpwjwiht thnthnfunieni:
YLuGnhlwlywu punwynpdwdp pwgwhwjngt) £ hGnbpnghgnun ywengbu
nwnpbpwy PKP2 gbunwd: N'pu k pnidwnnih gbubinpywlwu wfunnpnonudp:

U-Lwjuwgywd Yupnhndhnwwehw



R-Unhpdngtu we thnpnph Ywpnhndhnwwpehw (ARVC.
S-Ywuwnbfunjwdhutipghy wynihdnpd thnpnpwjhtu tnwfuhwpnpw (CPVT)
T-Ppniqunuwih hwdwfunwuh)

259. 35 n. nnwdwpnnt dnin wnlw £ qupgugnn 2uswngbnieniu bW $hghyuywu
qwpdniejniuutiph Uwundwdp wuhwunnipdnnuwunteiniu: Efunfuwpnhngpwdhwu
gnyg & wwihu dwfu inpnph dwup, Ynugbuinpply hhwybpunpndhw' udwu ng
opuwmnpntyuinpy hhwybtpunpndhy Yuwpnhndpnwwehwihtu: Lpw dnn wnlw k
ppuntwpunwnpniejwu wwlwu (wuhhnpng) W thnpp, dnig Ywpdhp, sgniuwpwihynn
pdtp’ Ynunwldwd wynpunh b wibniyh onipg (wughnybpwnndwubp): Cuwn jwpnpwwnnp
wyjwiubph, upw dnun qupgqwund £ ppnuply GphYywdwipu hhjwunnyeinwu: Np
hhJwunnieniut £ Ywulwdynid pnidwnnth dnn b np $tipdtunp
wupwywpwnpntejntut £ wuhpwdbon unnighi:

U-Uniynwnjhuwfuwphnng th, wnwnnund-ntigtiupy, Alpha-L-iduronidase
P-Mndwbh (Pompe) hhwunnipe)ntu, wnunnund-ntigtuhy, Acid alpha-glucosidase
-Dwpphhp (Fabry) hhjwunnyeiniu, X-2npwjwlgywd, Alpha-galactosidase A

T-"twunup (Danon) hhjwunnipyniu, X-onpwjwygywd nndhtuwuwn, Lysosome-associated
membrane protein 2

260. 8 . nnwjh dnwnn gpwugyb) £ ghnwygnipjwu Ynpuinh npdwg, huy hbinwgu
$hahywlwu uppbu-ptiunh dwdwuwy pwgwhwjwnyt) £ Gpyninh W ynihdnpd
thnpnpwjht nmwfuhlwpnhw, npu wpwgnpbu YyGpwunwd £ hwugqunh ywydwuubpned:
Cwuquwnh ypdwynud Yuwnwnpdwsd 12-wpunwdnwing EUS-u, QTc hunbtipdwip (410 dydpy)
U Efunywpnhngpwdwu |hndhu unpdw Gu: N°pu b Bupwnpynn hwdwluwnmwuhop b npw
htizn wungwgywé qbup:

U-Shdnehh (Timothy) hwdwfuwnwuhy, CACNAIC
P-Ywuwnbfunjwdhutipghy wynihdnpd thnpnpwjht tnwjuhwpnpw, RYR2
S-Ppnigwnuwih (BrugadA. hwdwfuwmwuhg (nhw 2), GPDIL

T-Ywpd QT hwdwfuwnwuhy (nhy 3), KCNJ2



261. 54 n. nnnwdwpnnt dnin nhnyb) Gu hupuwpniju yulidnpnpwpuph pwgdwyh
npuunpnudutin: Lpw dwypu nlubgh| b bdwlwwhw wuwdutiq bW dwhwgb) &
Gphwdutiph Gpyynndwuh pwngytinhg: N'nu £ Bupwnnjw) wiunnpnznuip:

U-Udpw-T-wumnhwnphwuhuh wupwywpwpniejniu
P-Phpwin-<ng-"Hniptih hwdwfuwnwuhg
S-Dniwpwgh wupwywpwpnieintu
T-Uwpbwuh hwdwluwnwuhg

262. 32 . Yhup niuh dhninnupy nhuinpndhw 1-hu wnbuwyp: DMPK qbuh
Jtpnwnypjwu wpryntupnid pwgwhwjnyt £ hGinbpnghgnun CTG YpYyunieyniuubiph
>200 punqwyunwd: N°p upunwhu pwpnngyntut £ wdbuwju hwjwuwwuniyejwdp
wnyw upw dnw:

U-wnpuwjh jwjuwgntd
P-Uwuwupuwihtu dhouwwwwnh wpwn
S-hwnnpnswywuntejwl wpwnubp
“nhwwnwghnt Ywpnhndhnuwehw

263. dtupyGinnuniphwt wnwowuntd £ hGnbyjwih wupwywpwpnieiniuhg.

U-dLGUuhjwwuhu-hhnpopuhjwgqg
R-Lbpunquidhuphnwgq A
F-Qynynqu-6-pnudpwnwq
T-Swjwywnnyhuwg

264. (Suynt cowpwyh hnuinny dtigh hpjwunniejwu (15ighung) nbwpntd punpn) hnwnp
wwjdwuwynpyws £ hbnyw| uynbiph YnwwnwlydwdB.



U-Ppihnniphu

P-Bjninuynpywd onpwiny Ytiwnnppeniutp W npwug hwpwyhg dhwgniejniuubin
S-Uhwju jwlyuinwwn

T-Uhquppent

265. Uhohu onpwjny wgh-CoA-nthhnpngbuwgh wupwywpwpnieiniup hhduwlwunwd
wgnnud £

U-Mniphuubph upupbgh ypw
P-7U(a-h nbwyhywghwih Ynw
F-Bwpwweentutiph opuhnwgdwu Ypw

T-Unjwqbuh upuptgh ypw

266. Lwngwd yhbdwynwd nhinynn hhwngihybdhwih, gugnwiutiph W hhwynytivnnunpy
hhwnghytdhwjh wnywnyeniup GpGluwih dnn wbinp £ Yuulwsd hwpnigh htimwwih
Y&pwpbinjwy.

U-<tdndhihw

P-Uwpdwuh hwdwfuwnmwuhg

Q-Lwuphugwnnuh hhjwunnipjniu
T-Bwpwwpeeniutiph opuhnwgdwu fuwugupnd

267. dpniynnquih dwnwugulwu wuwmwubiihniyeniup Yuwywsd § hbnlywih
wupwywpwnpnipjwu hbwu.

U-Unnjwgq B

P-Quwwywng-1-Pnudwwn niphnhihpinpwtudbpuq
S-Lbpunquidhuphnwgq A



T-dGuhjwwuhu-hhnpopupjwgqg

268. (atij-Uwpuh hhqwunnipiniup wwjdwuwynpywd b hbnbywip
wupwywpwpnipjwdp'

U-Synynqui-6-pnudwinwq
R-Lbpunquidhupnwgq A
Y-(FRywiht widw-gyniynghnwg
T-Uphunydwinwg A

269. Lbjpnntigbutipwghwny nintilygynn «pwih Ynphah» wiunwuhy Yupnn £ nhuyb
htinljwh nbwpntd.

U-<btdndhhw A

P-Uwpdwuh hwdwluwnwuh?
Q-(3tj-Uwpuh hhjwunnieiniu
“-Ufununpnujjwghw

270. Lhdwu-Mhyh hhwunnieiniup ubipwnnid £ hGnlyw) unyebinh wjunwpwuwywu
Yninwyndp.

U-Uhquwujnie

R-Uhwju glhyngbiu

G-dLuhjwwupu

Y-Udhugndpbipt’ npng aubiph nbwpnud

271. 9noth hpJwunniginiup wwjdwuwynpws £ hbnlywh wupwjwpwpnypjudp’



U-Syniyngtinippnghnwiq

R-Lbpunquidhupnwgq A

F-QGwwywnng-1-pnudwin niphnhihpinpwuudpbinwqg
T-dtupjwwuhu-hhnpopuhjwq

272. <bwwwnnuwtundbqwihw W nuypwjphtu thnthnfunyentuutipn Ywpnn Gu nhunydb)
hbnlywih nbwpnid’

U-Uwpdwuh hwdwfunwuhy

P-Gnoth hhywunniejntu

Q-Pfupnitu X ppndnundh hwdwfunwuhy
N-fabpubiph hwdwfuwnmwuhy

273. Mndwbh hhjwunnipniut wnwowuntd £ hbnlywih wupwjwpwpnyeiniupg'

U-Guwjwlung-1-dnudwwn niphnhhjinpwuudpbpuq
R-Lbpunquidhupnwgq A

F-(deywiht widpw-qyniynghnwq

T-Ujnnjwq B

274. Mndwbtih hhjwunnipntup hhduwywund Yuwywéd § htinlyw) ujnyesh
wiunwpwlwlwu Ynunwydwu hbw.

U-dGuhjwwupu
P-Mnhud
F-Gplwre
T-%hyngbiu



275. Cwupbph hwdwfunmwuhu wnwowuntd | htnlywh wupwywpwpniejwu
htwnlwupny'

U-Pnnipnuwwn-2-unydwnwq
R-Lbpunqudhthnwq A

F-Guiwywnng-1-dnudwin niphnhihpinpwuudpbinwq
T-dGuhjwwuhu hhnpopuhjwq

276. <nipjiph hwdwfunwupop Yuwws £ hbnlywih wupwdwpwpniyejwu htwn'

U-dLuhjwwuphu hhnpopuhjwuq

P-Ujpw-L-hnnipnupnwgq

S-Uwhuwpng-hgndwjinwq

™-F8 qnponu

277. <ndnghuwnpuniphwt Ywpnn £ uwyws |hub] hbinlywih hbw'

U-Mnjhnwlwnpihw

P-YwpUwunbw)hu pdtin

Q-fFpndpnbdpnihw W nuwjwyh EYunnwhw

T-Uhwju dwypngnuhw

278. dhjunup hhjwunnieiniup ubipwnnwd £ hGinlyw) uyniebiph wuunpdw| Yninwynid.

U-Ynpwyn



RP-tipYwp
S-Ywighntd

“-wnhua

279. <Gdnppndwwnngp Yuwyws E hbnlywih swihwquug Yninwlydwu hbwn'

U-Eplwe
R-Mnhud

-G hyngbiu
-dtupjwjwupu

280. Uhqwujnyeh ghyih fuwuqupndubipp hwéwfu wnweowgunid Gu.

U-<hwtiphuigtdhw
P-Lhwbpwdnubdhw
Q-LhwntunjGunbphubdphw
“-Mnhghnbdhw

281. Lnpwdup dnuin qupgqwunw § dwup hhybpwdnubdhw' wnwug wpunwhwjnywsd

dEwnwpnihy wghnngh: Ubkgnud pwpép £ opnunwpreyh dJwlwpnwyp: N°p wiuwnnpnandu
£ wnwyb] hwjwuwlwu:

U-dLupyGununiphw

R-medium-chain acyl-CoA dehydrogenase-h wupwywpwpniejntu
S-opuphinhu-npwuulwppwdhjwgh wupwywpwnpniejntu
-Suwwlywnngtdhw



282. Gpbifuwjh dnun Gplwpwunle pwnghg htivnn qupgquwund £ hhwynytwnnunpy
hhwnglhytdhw: N°p Unypwhnfuwuwlwihu ninhtu wbwp £ hbwnwgnunb:

U-Yufla-h ybpwywuqunid
P-Mniphuubiph pwjpwjntd
S-Unjwqgbuh upuptq
T-Awpwwpeeniutinh opuhnwgnd

283. Ywpeny Yapwypnwihg hGinn unpwdup dnin qupquund Gu nGnuny,
htwwuwndbquwihw, thufund b E. coli-nd ywjdwuwynpjwsd ubiwuhu: N°p
hhjwunnipntut £ wnwyb| hwjwuwlwu:

U-Trwuwywu qujwluinngbdhw

P-fat)-Uwpuh hpywunnieintu

G-Medium-chain acyl-CoA dehydrogenase-h wupwywpwnpniejntu
+-Gnobih hhywunnie)ntu

284. Pnidwnnth dnuin wnjw Gu hbwywwnnuwtundtiquihw, ppndpnghinnwbtuhw,
nuypwiht guybp b nuypwdndnd’ Ynunwldwu punpng pohoubip: N°p wfuinnpnonudu
wnwyb] hwjwuwywu:

U-Snotih hhjwunnip)ntu

P-dwupbph hwdwfunwuhy
SF-Mndwbh hhjwunniejniu
+Swpphh hhjwunnieiniu

285. Upoph hwuwyh (4-5 wdu) dnn wnlw Gu hhwbpunpndhy Yuwpnhndpnwwehw,
hhwynunupw U |hgnundwihu ghyngbup Ynunwynwd: N°p hhdwunnigniut £ wnwyb)
hwwuwlwu:



U-Snobh hhywunnieiniu
P-Mndwbh hhjwunniejniu
Q-(atGj-Uwpuh hhjwunnieiniu
-Lnipliph hwdwfunwuhy

286. Gpbluwih dnwn wnyw Gu qupqwugdwu ntigptuhw, gugnwiubp b «pwih»Ynphgh
wlunwuh?' wnwug htwwwnnuwtundbqwihwih: N°p wunnpnanudu £ wnwyby
hwwuwlwu:

U-Uhdwu-Mhyph hpjwunnieiniu (B inhw)
P-Qnotih hhywunnie)ntu

Q-fat)-Uwpuh hhywunnipintu
-Mndwbh hhywunnieiniu

287. Lnpwduh dnwn dwup hhwbpwdnubdhwu wbwp £ hphdp hwunhuwuw hGwnlywih
quwhwwndwu hwdwp'

U-fetiputiph hwdwfuwnwuhy
P-Uwpdwuph hwdwfuwnmwuhy

F-Uhquynyeh ghlyih fuwuquipnud
T-LGjpndhppndwnng

288. Uwhwnwynigwihu uunwgnwip ulubijnig htitnn unpwdup dnunn quipqwuntd £ dwup
hpwbpwdnubdhw: <hdwunnigyniuubph n’p fundpp wbwp b nhunwpyby:

U-<btdngnphunwwehwubp
R-Lhgnundwjhu Ynwwnwlydwu hhjwunnyeiniuutip



S-Cwpwlygwlwu hynwujwdph hhywunnipniuutip
T-Uhquynieh ghlih fuwtgwpnudubp

289. Gpbluwgh dnin wnyw Gu htiwwwnnuwtundbgqwihw, nuypwihu guybip L
ppndpnghnnwbuhw: Np hhjwunnieiniup wbwnp £ nhunwpybg:

U-Gnobih hhuwinnugniu

P-Uwnpdwuh hwdwluwnmwuhy

Q-Phupntu X ppndnundh hwdwfuwnwuhy
T-LEpndpppndwinng, 1l inhy

290. Pnidwnnth dnin wnlw Gu ywpnh hhjwunnie)nit, Ljwpnwpwuwywu

wfunwuhubip b gbpnynwwaqdhup gwdp dwlwpnwly: N°p hhuunneiniup wbwp &
Ywulwéb:

U-<Gdnppndwwnng
P-dhjunup hhjwunniejntu
S-Qnobih hhywunnie)ntu
T-dGuhlyGnnuniphw

291. Ywpeny Ytpwypnwihg htinn unpwdup dnin qupquunwd Gu nbinunwy, thufund b
pwnnh $niuyghwh fuwugqupnd: N°p ujnpwihnfuwuwlwiht fuwugqupnup wbwp b
nhinwnb:

U-MCAD-h wupwywpwnpnipntu
RP-dtuh|yGinnuniphw
F-Ttwuwlwu guuywnngtdhw
-Lwuphugenuh hhywunnieiniu



292. Lhwpdtip hnhnigjwu dwdytivnnd dugwé 3 opwlwu wpwlwu utinh unpwdup
dnun h hwjwn £ quihu [Gpwpghw, hhyninpnphw, hhwynetpdhw U wwjuhwyunt: 24
dwdyw pupwgpnd upw dnwn qupguwunwd £ Yndw b nbkigbipGppwghnu nhghnnipe)ntu,
jwpnpwwnnp ndyuiubpny’ wpnwhwjndwsd suswnwywu wiwing b wjwgqdwjnid
wdnuhwyhp fupuwn pwpép dwlwpnuy: Muqdwih wdhtwpeeniubph wuwhgp
pwgwhwjwnnid £ ghnpnyhup fuhun gwsép dwywpnuwy b gininwdhup Yunpny
pwpdpwgnid: Ukgnud opquiuwwu prentubiph wuwihqp gnyg E wwihu opnuinwpeeyh
qquih wpnwquwwunwd: N°p $bpdbunp wupwywpwpnipniut b wnlw:

U-Ywppwdnp| $nudpwwn uhuptinwg 1 (Carbamoyl phosphate synthetase 1)
R-Opupinphtu inpwuuwppwdhjwgq (Ornithine transcarbamylase)
S-Upghupununyghuww uhuptitnwgq (Argininosuccinate synthetase)
“-Upghuhununwyghww |hwq (Argininosuccinate lyase)

293. 20-wdjw Yung dnin wnyw Gu Junwdwdytin Gpyynndwuh Yuuwnmwpwln L
dJwpwuubph wnwouwjhu wupwywpwpnypiniu (POF): N°pu b wdtuwhwywuwlwu
wfuwinnpnonidp:

U-Alagile hwdwfuwnwuhg

P-Fragile X hwdwfunwuhoh htwn Juwywd duwpwutbph wnwolwjhu
wupwywpwpntejntu

F-QGuwjwywnngbdhw
TH-UwpLniu-Ojppwjeh hwdwfunwuh)

294. 5 opwlwu hgwlwu ubinh unpwdhup dGwnwpnihy Ynwwuph ypdwynid £, wnlw
GU bwl pupwghy |Grwpghw, dwlwiht hhwynnnuhw W 9pwgpydwu upwuubin:
Lwpnpwwnp hGwnwgnwunyeiniuutipp gnyg Gu tnwhu wuhntwjhtu hunbpwiny
dwnwpnihy wghnng, wpnwhwjnywsd YGinnuniphw, plipl hhwybtpwdnutidhw W
swithwynp ubjunpnwtupw: Lnpwduh pwg wwynhpubipp NUGU JNLpwhwwnntyy, unip
«ppinuwd nunptiph» hnun: Uwuu-uwblyunpndGinphwih dhongny wjwqdwih
wgh(ywnpupwhuwihts wpndhih npngnidp pugwhwjnnud £ hgnywitiphiywpupwnpup (C5)
qgwih Ynunwynud: N°pu £ unpwdup dbpouwywu wiuwnnpnanudp:



U-Mpnwyhnuwjhtu wghntdhw
R-Utiphjdwnuwjht wghnbdhw
Y-Panquwitinhly wghntidhw

“H1-hu nhwh ginunwpwiht wghnniphw

295. Gpynt gwpwpwlwu unpwduh dnwnn nhinynw U qupgugnn ntnunty,
htwwuwndbgwihw, juunwpwln b pwoh wupwdwpwp wybjugnd' Ypdph Ywehg
uinnwunwpw Yngh Yweh hhdpny fuwnunipnh wugubnig hbwnn: Ukgh ybpnwniyeniup
gnyg £ vwihu yGpwywugunn unietiph wnlw)nientu (npwlwu pbuw), uwlwju
gyntyng-opuhnwquwiphu hwwnntl ptun-2tpnnhyny (dipstick) unnignidp wwihu
puwgwuwywu wpryntup: Lwtwlwywu wuwihgp hwunwwnnud £ qujwywunng-1-
$nudwwn-niphnhinpwuudbbpwg Sbpdbunp hwlywnwp wupwwpwpnigniu: N
pniuwynp dGnwpnihnt § Ynunwyynid wspbiph nuwuywyubph dwnphpunid’
hwugbgubiny Juwwnwpwywnh qupgugdwup:

U-Guwjwlunnqu-1-bnudwin
P-Gwjwywhwng
S-Unpphwinn|
"+-UDP-qwjwywnnqu

296. ybtg wduwlwu tiptluwih dnin wnyw Gu wpunwhwjnywd hhwynwnnupw,
$haghywlywu qupgugdwu hwwwnnud U fuhuwin pungdéywsd nnipu ggywsd npnywju: Lw
ntuh qqwih htwwwndtiqwihw, dhusnbn hwidwnp unpdw| swihbiph £: Lwpnpwunnp
htiwmwgnwunieintututipp gnyg U whu dwup wunphéwuh hhwynghytdhw (pwngwd
Yhbwynid), Ywptwppywiht wghnng, hhwtpniphytdhw U hhwbpihwhntdhw:
Qynijwgnup ubipwpynwip sh hwugbigund wpjwu dbg qyniyngh dwlwpnwyh
pwpdpwgdwt, uwlwiu hpwhpnd £ jwpuwppyh dwwpnwyh (pwgnighs wé: Ljwpnh
phnwuhwu hwunwwnud £ gyniyng-6-pnudwinwg bipdunh wupwywpwnnipejniun:
N°nu & pnidwnnih wiunnpnnidp:

U-Shyngbuh Yninwydwu hhwunnipntt inhw I (Pompe hhjwunnip)niu)
P-Ghyngbup Yniwnwlydwu hhdwunnieiniu wnhw 11 (Cori hhywunniejntu)
Y-S hyngbuph Yniwnwlydwu hhjwunnyeinwu la (Von Gierke hhywunntiejniu)



TS hyngbup Ynunwydwu hhjwunnieiniu inhw IV (Andersen hhjwunniejniu)

297. 14 wduwywu tiptjuwh dnin nhinynwd tu ntdph qdtiph wunhbwuwywu
Ynwunwgnid, hnnbiph wpunwhwjnywsd Ynunmpwlwunnipwubin, ypdnuynihng L
qupgqugdwt qqwih hwwwnnw: RQuudwu wpryntupnd hwynuwpbipynud £ junbph

hhwbpwwghw, uwywju tingbpwpwnwupeh wynunpnud sh wpdwuwagpyned:
Lwpnpwwnp htwnwgnunyeiniuutipp gnyg Gu tnwihu, yjwgdwjh Shppnpjwumubpnud

thgnundwihu hhnpnjwqubiph fuhun Wwlwunipn, dhusnbin wpjuu 2hénynd npwg
dwlwpnwyp 10 wuqwd gbipwqwugnid £ unpdwu: UnGYynywihu wuwihgp
hwuwmwwnu £ UDP-N-wgbwnpgyntynquidht’ |hgnundwjhu $bpdtunp N-
wgbtinhgynynqudhup|-1-pnupnunpwtudbpwquihu hwdwihph wupwywpwpnipntun:
N°p hhjwunnipjwu dwuht  funupp:

U-Hurler hwdwfuwnwuhy (MPS I)

P-l-pgowiht hhywunniejnit (Uniynihwhnng 1)
Q-Hunter hwdwfuwnwuhy (MPS 1)
+-Gaucher hhjwunnipntu, inhw 1

298. Lnpwduh dnn wnyw LU funpp hhynunnupw, gliubipwihqugywd gugnidubin,
pwpdp dwlww, wlywuoh prwlubph duwfutinnud b dGé wnwowihtu qunwuniu:
Npndwjup funnnsh nyunpwdwjuwihu hGwnwgnunyeintup gnyg E twjhu Gppywdubiph

pwquwphy dwup Yhunwubn, huy nEungbuyjwu wwwnybpubpp' kwyh$hqubphp
Ytwmwynp Ywighbhywghw (chondrodysplasia punctatA.: Ytuuwphdhwlwu
htiwmwgnunieiniup pwgwhwjnnud £ wyjwqdw)nid guwn Gplwp onpwiny

dwpwuwpepeniutph (VLCFA) U $hunwuwppyYh dwlwpnwyh Yupny pupspugnid’
qnignpnywsd wwqdwingbuubph hwywwwp pugwlwngywdp: Npu k pnidwnnih
whuwnnpnnidp:

U-X-ppndnundh htin onpwjwlygywd wnptuntjynnhunpndpw
R-Refsum hhwunnipjntu

Q-Zellweger hwdwfuinwuh?

-Krabbe hhjwunnyp)ntu



299. 8 wduwwu Gpbluwu bywpwgpynid £ qupgqugdwu hbn uwywsd dtinp pipdwé
hdwnipyniuutipp Ynpuwinny, qupgugnn Ynipnijudp b pwpdp dwjutiph uuwwndwdp
swithwquwug nidtin uwpuwthh nGwyghwny (hhwbipwynighu): Usph hwuinwyh quudwdp
dwyntwih o2powuntd hwjinuwpbtpynid £ Gpyynndwuh, wpunwhwjundwsd §pwih Ynphgp,
wfuwinwuh2: OpjtYwnhy quunuip hwuwnwwnnd £ ywpnh b hwjdwnh unpdw| swithubipp:
Lwynuwpbinyb) E hbpunquidhupnuwquw A $bpdbunph wupwydwpwpnyeyniu: N°p
(hwyhnwjhu untpunpwwnt £ Yninwyynwd ubpnuutiph thgnundubpnd:

U-Syniyngtintippnghn
P-Udhugndhtiihu

4-GM2 quiuglhnghn
T-Qwwywngtinppnghn

300. 24 wn. Ypup nhdb £’ quuquwngbiny ppnupy hnquwdnipyniuhg, htiaunnigjudp
wnwowgnn Ywuwinnjutiphg U wgnntiph 2pgwunud nuyptiph funpp, guynin
qqugnnniejntuhg: Niywnpwdwjuwihu hGunwgnunyejudp quudwdp hwjnuwpbpynwd £
wpunwhwjunywsd htiywunnuwtundbquihw: Upjwu punhwunip puuntejniup
hwuwnwwnnud £ pwgwpdwl wubidhw U ppndpnghinnwtupw: Ugnpnuyptiph
nbUungbljwu ywwnlbpubpp gnyg Gu wmwihu nhunw denwdbhqutiph® «Erlenmeyer-h
upywyph» nbuph nwuwlwu ntdnpdwghw: Nuypwdnidh phnwuhwu pwgwhwjnnid
funonp, |hwhnutpny hwgbgwd dwypndwagbin, npnup niubu Yubnninwd pneh nbup:
N’p $bpdbunp wupwywpwpnypniut £ wnlw:

U-fFpywiht ubhugndhbijhuwg
P-Ptinw-qynilynghnuwq (qyniyngtintippnghnuwq)
F-Fwwlywnngtintippnghnwgq

U pw-quijwluninghnwq A

301. 2 wn. wnohyp gnigwptipnud £ qupgqwugnn hngbownpdnnuywu nbgpbupw,
wunwpuhw U jwplwpprw)hu wghnng: $junintinh UNS-u pwgwhwjunnid
uhdbwunphy, uypnqujht yuwuywédputbip, npnup nbnwjuwgywsé Gu pwqu
gwuglhwubpnw W ninGinh gnnniunid, husp punpny £ Lhh (Leigh) hwdwluwnwuhohu:
GLuGnhywlywu piunwynpndp pwgwhwjnnud £ X ppndnundnud inbnuiuwjwd
PDHAT gtiup dniwnwghw, npp Ynnwynpnud £ yhpnijwwn nbhhnpngbuwquhu
hwdwihpp El-wi$w Gupwdhwynpp: N°p utunwihu dhowdwnnieginiuu £ gnigywd



Ujnypwihnfuwtwynypjwi wju ninhu 2powugtint b nintinh hwdwp wypunpwupw)hu
tubpghwih wnpjnip wwywhnybipne hwdwp:

U-Pwpdp wdtuwgpwihu, gwdp dwpwwihu nhbnw' gynyngh ogunwgnpdnidp
wnwybijwagnyup hwugubint hwdwp

RP-YbLwnngbu nhtwnw (pwpdp Gwpwwjht, gwdp wofuwopwihu, pwywpuwp
uwhinwyniguyht)
Q-Pninp Gyninwynpywsd onpwjubpny wdhuweeniubph hwwwwnp uwhdwuwtwynd

T-Uuynpphtwprdh W ynudh dbd pwuwyniejwdp punniunwd

302. Pnidwnnth dnwn 42 n. wfunnpnayb b hwuwn wnhph pwngytin, upw Gnpnp dnwn'
45 . unyuwbu hwuwin wnhph pwngytin, huy ppng dnn' 48 . tunndtiwnphnudp

pwngytin: N’n hwdwfunwuhoh wnlwynipniup whwp £ nhnwpyb:

U-Cowden-h hwdwfuinwuhy

P-Lhush hwdwfuinwuhg
S-Lh-dpwnuduph hwdwfunwuhy
T-LCunwubywu wnbundwiht wynihwngq

303. Gppnwuwpn twphpnd pnidwnnth dnn wnyw Gu dh pwth wnwouwjhu

pwngytinwjhu ninnigpubip, win pYnud’ uwpyndw U Ypdpwagbindh pwnglytbin: Uh pwuh
dpédwynp wgqulwuubph dnuin unyuwbu dwulwlwu Ywd Gppunwuwpn nmwphpnid

pwngltin £ wiunnpnzyti: N'p hwdwiunwhyp wtinp £ nhnwnyb):

U-von Hippel-Lindau hwdwfuwnwuhy
RP-Lhush hwdwfuwnwuhg
Q-Lh-dpwnudbupp hwdwfuwnwuhg
T-Cunwubywu wnbundwjhtu wynhwng

304. Pwqdwyh Eunnyphu ubnwwugpwp 2-pn mbuwyp (MEN2) Ywpnn § ubpwnb)



U-Uphwju gqlhnpjwunndw
P-dwhwuwal gbindh wywwhywp Yupghundw
F-4ndpwqtingh puingltin
T-dwhwuwaél gingph dennyywp Yupghundw

305. APC ghup wwpngbu gtipdhuw| wmwppbpwyp dGdwgund £ hbunlywih nhuyp’

U-Lwuwn wnhph pwngytin
P-Ldndhihw

F-Yhuwning $hppnq
T-Stinppndnghinndw

306. «Unfupwgnyu wnbpuh» nbupny dwynywubpp b GphYwdwjhu
wughndhnhwyndwubpp punpny Gu'

U-Lbpndhppndwiinngh 2-pn tnbGuwyhu
R-Sniptipnq uyipnghu

S-dhunuh hpjwunnypjwun

T-dnu <hwwbi-Lhunwinth hwdwfuwmwuhohu

307. Mwghbuwnh dnn wnyw Gu Gpyynndwup Jeunppnywp odwundwubp: N°p
hhjwunnipntut £ wnwyb| hwjwuwlwu:

U-Sniptipng uyipng
R-NF1 (1-hu wnhwh ubjpndphppndwnng)

S-NF2 (2-pn mhwh uGpndphppndwnng)
-MEN2



308. Gpbijuwjh dnun wnlw Gu gugnwdubp, Yanlwiht oowfuwihtu wfumnmwhwpnwdutip W
Gppywdwihtu wughndhnhyndwubp: N°p hwdwlunwupop wbnp £ twuwwbu
nhinwnb:

U-4dhpywduh hwdwfunwuhy

R-NF1 (1-hu wnhwh ubjpndphppndwnng)
F-Uwpdwuph hwdwfunwuhy
-Sniptipng uytipng

309. Pnidwnnth dnin ninwhwuntpjwt mwphphg ujuwd wnlw Gu hwpnipwynp
wnbundwunng Yninnblyww| wnihwubip: N°p gbuu b wnwyb) ubpunnpbu uwwsd wyu
ypéwyh htiwn:

U-APC
P-MLHT1
-MSH2
T-MUTYH

310. Pnidwnnth dnin wnlw btu Jwhwuwdl gbindh dnnywp Yupghundw,
$tnppndnghnindw U hhwybpwwpwehpbing: Np gbup wbwp £ hbunwgnunb:

U-APC
P-RET
Q-MLHT
-VHL



311. MTHFR qbuh wwpengbu mwpptpwlutph hwdwwntin YGpndnyejwu
dwpdwyngbiubinply phunp qguwhwwnd

U-5-p|ntnpnipwighih ujwndwdp opqwuhqih wuthwwnwlwt ywwnwufuwup Ywd npw
Ujnipwhnfuwtwynie)niup

P-Uhddwuwnwwnhup tjwundwdp opquuhqiph wuthwunwwt ywwwufuwup Ywd npw
Ujnypwithnfuwtuwlynipntup

S-Ubtinmwwnpbipuwwnubiph uywwndwdp opquwuhqih wuhwwwlwu ywunwufuwup Ywd
npw Ujnypwhnfuwuwynieiniup

-Yinwyhnngpbiih uyuwwndwdp opgqwuhqidh wuhwwnwwl Ywwnwufuwup Ywd npw
Ujnipwihnfuwuwynyeiniup

312. Cunwuppnid Gpynt inpwjputiph dnin dwuwywu tnwpphpntd wfunnpnaynid &
dhwynndwup nbnhunpjuunndw: N°p dGluwpwunyeyniuu £ 6hown:

U-Mbuwnp £ nhunwpyti| RB1-h htinn fuwywd dwnwugqwywu hhjwunnyeiniup:

P-Lhdwunniejniup dhon uwynpwnhly k:

S-Mbwp E hpwlwuwgub) pwngytinwihtu bwjuwwnpwdwnpjwdnypjwu pninp gtutiph
hwdwihp hGwnwgnwnie)niu:

-(Funwynpdwt hwdwn wbiwp £ uywub] dhusl upwughg dayh dnin phjwnbipw
pwngyinh qupgugnuip

313. hdnituwhhunnphdhwlwu hGnwgnnniejwu wpnyntupnid ninnigpwjhu
pohoubipnd pwgwhwjnyt £ MLH1/PMS2 Epuwpbuhwih pugwluwjnyeyniu: Np
[pwgnighs dnyntwiht hGunnwgnunnieniup Ywpnn L oqubip wwnpqgb] ywwbwnp:

U-MSH2 U MSH6 qliutiph hwonpn ubpunh utipytuwynpnud (NGS)
P-MLH1 U PMS2 gliutiph wypndnunnputiph dbiphjwgdwu hGunwgnunie)ntu
S-MLH1 b PMS2 gtutiph FISH hGwwgnwuniejniu

T-Uhypnuwwnbihnwiht wulwyniunygjwu (MSI) W/ywd MLHT gGuh ywpndnwnnph
dbphjwgdwu htwnwgnwuniejniu



314. 37 wn. pnidwnnth ninnigphg unwgywd Fuld-h NGS hGunwgnunnipjwdp
pwgwhwjunyb| £ pwungybnwjhu twhuwunpwdwnpywénipjwu qtuh hwjwluwlwu
wwengbu wwppbpwy: busn’t § wuhpwdbon uawuwyt unyu nmwppbpwyh
ptumwynpnidp pnidwnnih wpjntuhg Ywd wyjnwihu fwhpetiihg wugwwunywsd VHufla-
udnipnu:

U-Mwpgbnt hwdwp' wpryn’p tnnwppbpwyp gipdhuw b eb ng

P-Syjw ninnigph wwenhjnujwsdpwpwiwywu wnbuwyh vwppbpwydwu hwdwp
S-Pnidwnnih phpwfuwjht pnidnidp pwgwnbint hwdwp

T-Syjw ninnigph hdntunhhunnphdhwywt hwnwgnuniejwup thnfuwpphubnt hwdwp

315. 34 n. Yung dnuin wfuwnnpnayt £ we Yndpwabindh pwpdp wuinphbwuh (high-
grade), inwyh pwgwuwlwu (triple-negative) hujwqghy dnpwtuwjht Yuwpghundw: Lpw

dnpwpnypp dwhwgb| £ djwpwuttph Ewhpebjwhtu pwngltinhg 41 n.:
Uwuuwynpwubtiu np gbuh wwengbu wmwppbpwyp Ywpnn £ wnwyb) Gupwnpybi
pnidwnnth dnin b np hwdwwwwnwufuwu pnidwlywu dhongunnwdutiph Yhpwnnidp:

U-BRCA1/BRCA2 wwpngbt nmwpptpwly W npw htn juwyywsd pipwwhwu ERBB2
Yhuwagh huhpphwnnpubinny

R-BRCAT ywpengbt nmwpptipwy W npw hbn juwywsé pbpwwhwu PARP-
huhpphwnputinny

G-MLHT ywpengbu nwpptpwy W npw hbn juwywsd wjwunhtwjhu phdhwebpwwhwu

"-BRCA2 wwengbu twppbipwy b npw htin juwydwsd plipwwhwt
wuwnpwghypuubipny

316. 24 wn. Yung dnin wiunnpnayb £ Jwhwuwadl gbindh denniywp pwngytin: Upjwu
ohtnynwd Ywighnnuhup dwlwpnwyp qquihnpbu pwnép £: Lpw hwjpp pndyb) b
$tnppndnghnindwihg, nph hwdwp wwhwueyby § dwutuwyh wywpwehpbnhntyunndhw'
wnwolwjhtu hhwbpwwpwehptingh ywwéwnny: Np pwngytinwhu
uwfuwwnpwdwnpywdnipjwu gbup whwnp £ Yuulwsdt| U h"us hwdwfunwuhy:

U-RET, pwqdwyh Eunnyppt ubinuyjughw nphw 1 (MENT).



P-RET, pwqdwyh Eunnyphu ubinwughw wnhw 2A (MEN2A).
Q-RAS, Lwpuhph hwdwihp (Carney Complex)
-GNAS, Uwy4niu-Ojppwyph (McCune-Albright) hwdwfuwmwuhg

317. 4 wn. nnwu uywpwgnpynwd £ dwypngtbwihwiny, wninhqip uytlwnph
fuwugqupdwdp bW wnuwunwdh gupyh hwndwdnid pdwynp
hhwbpwhguGunmwghwiny: Lpw 28-wdjw dnp dnwn Unyuwbiu Uuunynd £
dwypngtibwihw (>98-pn whinguwnhihg), huy pipwuh funnnsh npéwipwnweh Ypw'
pwquwpehy pwpnpwly ywwhndwubp: Np dwnwugqulwu pungybinwjhu
hwdwfunwuhou £ Gupwnpynid wju puunwuhpnid b np gup htin £ wjt wungugywé:

U-Ywnintuh hwdwfuwnwuhg (Cowden Syndrome), PTEN

P-2-pn wmhwh ubjpndhppndwnng, NF2

3-Phpwn-&ng-"Hniptih hwdwfuwnwuhy (Birt-Hogg-Dubé Syndrome), FLCN
T-dnu <hwwbi-Lhunwinih hwdwfuwnmwuhg (Von Hippel-Lindau Syndrome), VHL

318. Ypluynn htdwwnnotighwih wwwbwnny 45 n. nnudwpnnt Yninunuynwhwjh
wpryntupnud hwjinuwpbpynd Bu dnwn 20 nwippbp wnbundwwnng ynihwubp' gpdwsd
hwuwn wnhpnid: Phnwuhwubipp hwuwnwwnnd Gu, np pninpp pwpnpwy wnbundwubin
Gu: <woyh wnubiny punwuppnid tdwu YihupYwjh pwgwlwjnientup, np
hwdwfunwuhou £ Gupwnpynd U npu £ npw htin wungugywd gqbup bW dwnwugdwu
wbuwyp:

U-Cunwublwu wntundwihu wnhihwng, APC, wnwnnund-nndhtwwn
P-Cunwubywu wnbundwjhtu wynhihwyng, APC, wnunnund-ntigbuhy
F-MUTYH-wungwgywd wynhwng, MUTYH, wnunnund-ntigbupy
TH-MUTYH-wungwgywé wnihwng, MUTYH, wnunnund-nndhtwuwn

319. 6 . \nwjh dhwju dwfu wspnid bywwnbh £ pph (wjtwgnd W gwop
(ntuwynpnipjwu wwydwuubpnd wyn wspnud Gpliwgnn Yuiyntu uyhunwlwyniu thwy
(1mYynynppA.: Usph niywmpwdwjuwihtu hGunwgnunieiniup gnyg £ wnwihu



guiugwewnuwuehg dwaqnn funznn, Yuighdhlwgyws ubipwluwiht gnjwgnipyniu, nph
htwnyhpwhwwnwlwu wwenhjnujwdpwpwuwywu ybpndnieinitup hwunwwnid |
pwngltinh wiunnpnnudp: Grb hpwlwuwgyh htiug ninnigpwjhu pohgubinh
gbutinmhywlwu ytpnwdniejniu, pwuh wwengbu W hus dwqdwu tnwppbpwlubn
Ywpnn GU pwgwhwjwnyb| RB1 gbunw:

U-2'1 gbpdhuwg b 1 undwwnply, Ywd 2 undwunply mwppbpwyubp
P-1 gbipdhuw| nwppbpwy

Q-2' 2 gipdhuw| nmwppbpwlubp

-1 undwwnhly wwppbpwy

320. 14 n. wnohyp htitmwgnunynid £ npndwjup nidbin, Ynihywihu gwyp Ypyuynn
npywgubiph wwwnbwnny: Npndwjuh nyunpwdwjuwihu hGunwagnunieniup gnyg k
wnwihu hin-htw] huughtuwghw, npp Wwjdwuwynpgwsd £ dbGs, ninuntywynp
quugywény, npp yhpwpnidwwu hbnwgdwdp hwunwwngnid £ npwbiu pupnpuwy
hwdwpunndwwnng wynhw: Shghlwlywu quunidp pwgwhwjnnid £ dnig
owquuwywgnyu, dwyniubn® onippbiph, pbpwuh funnnsh |npdwpwnwuph W
htunwugpwjhu o2powuh 2nipg: STKIT gbund pwgwhwjnyb b ywpengbu by
nwppbpwy: P us hwdwfunwuhy £ wfunnpnadt) W np opquitiubpnud  wnlw
swnpnpwlwgdwu nhuy, npp ywhwugnid hunbuuhy GpYwpwnle huynnnipniu:

U-Peutz-Jeghers hwdwfuwnwuhy, unwdnpu-wnhpwjhu ninnt, Gupwuwnwdnpuwhu
qtindh U Yndpwigtindh pwnglytinh qupqugdwl pwpdn nhuly

P-Juvenile Polyposis hwdwfuwinwuhg, unwdnpu-wnhpwjht ninnt, Gupwuwnwdnpuwjhu
qtindh pwngytinh pwpdn nhuly

S-Gorlin hwdwfuwnwuhy, unwdnpup U ountinuwpyndwih qupgqugdwu pwpdp nhuly

-Lhermitte-Duclos Disease hwdwfuwnwuhp, nintinhyh quugihnghnndwih
quinggdwl pwpdn nhuy

321. 30 wn. Yung dnunn wnlw Gu qupybpwywihtu gbipbugnid b gjfuwwwnnyun: Npndwjup
funnnsh nyunpwdwjuwihtu hGnwgnunnijwdp hwjnuwpbingtb) Gu Gppywdubph W
Gupwuwmwdnpuwihtu gbindh Yhunwubp: YGuuwphdhwlwu hGwnwgnwunyeiniuutipp
gnyg &u b dbgh dby Yuwnbfunjwdhuubph dwywpnwyh pwpdpwgnud: N°pu k
wdbuwhwywuwlwu wiunnpnonwdp:



U-Utdwhwuwlubtiph 2powuntd npulinpynn Gphywdutiph wynihyhuinng hhjwunnieiniu
R-1-hu nnhwh Eunnyppt ubinuwywghwih hwdwlunwuhy

F-3dnu <hwwb-Lhunwnth hwdwfuwnwuh?

-Snipbipng uypngh hwdwihp

322. 20 . mnwdwpnp niuh gwugwpewnwuph whautunwihu fwhebih Gpyynniwuh
puwdhu hhwbpunpndhw (CHRPE): N°p wy Yihupywywu hbunmwgnunnieiniup gnyg Yuw
hwwuwlywu whunmwhwnpnwiutip:

U-YUninunuynwhw
P-Efunlwpnhngpwphw

Q-Lnjinbiph ybipnonieintu

-Nnuwowph nGungbu hGnwgnunnie)ntu

323. 37 wn. Yung dnwnn wfuwnnpnayb k inwyh pwgwuwlwu (triple-negative)
Updpwabindh pwngytin, huy 60 wwptywund® djnw Ypdpwagbindh hnpdnulwfujwy
Ypdpwabindph pwngytin: Cunwublwu wuwdubtiqp hwagbgwsd sk, huly BRCAT L BRCA2
gbubpnud wwpengbu wwppbpwy sh hwynuwpbpyb: Uju giubiphg n’pp dnin | wnwyby
hwywuwywu npuk wwpengbit mwpptpwyh pwgwhwjnnudp nyjw| pnidwnnth dnun:

U-APC
R-BAPT1
Q-PALB2
T-MSH6

324. Uhwwwninin hnpnigjwu nbwpnud wunnh Y3 $pwlghwt wuunynp gwdnp £: Np
gnhpdnup Ywpnn £ uwywuwnb| npwu:



U-Unp dwpdup quugqwédh pwpdp huntipu (UR2N)
R-dnhnipjwu Jwn dwdlybin

S-Cuybipph Ywd wywnnh hbn Yuwywsd npnawlyh gnpdnuubip
+-dGpnugjw| pninpp

325. huswt’u Yupnn £ wwnnh ¢fDNA (wquiwn 2pgwuwnynn VFul3-h) uyphupuguihu
pGunh npwywu Ywufuwwnbunn wpdtpp (PPV) [hub] wmwpptp wynwnijwghwubph
dholu:

U-ERuUhy fudptinh dholt FLIS-h hwonpnwwunientup dhown nnwppbp £
P-<hywunnipjwu tnwpwdywdnieintut wgnnwd £ PPV-h ypw
Q-Mwnnh ubinp npn2nwd £ PPV-u

+-PPV-U dwuwdp wiujwd £ pwpnpwly tmwppbpwyutiph Gnom_AD wnwntjwghnu
hwéwluwlwunientuhg

326. husn"t upnn § wwgbunmwp uwhdwuwhwl dnquhghqdp hwugbgub| wunnh
cfDNA (wqwwn 2powtiwnynn Fu(d-h) phunp b wunnh wiunnpnahs hGnwgnunniyejwu
wnryntupubiph dhol wuhwdwwwwnwufuwuniejwu:

U-Uduhnuinply htinnynwd Gpptip s6U Yupnn [hubp dnp pohoubinp

P-cfDNA-U pwgwnwuwtiu ntuh wunnh digqulwphnghunwp dwgntd

Q-cfDNA-U hhduwlwuntd wnwowunwd £ wugbunwih inpndnpjwuwnubiphg
-Mwgbunwu W wyunninp dhan niubit unyuwlwu ppndnundwjhu hwwpwywqgdbipp

327. b"ugp Ywpnn £ hwugbigub) wunnph ¢fDNA (wqwwn opowtwnynn Fule-h)
uypphupugh Ybnd pwgwuwlwu Ywd wudbluwpwubih wpryntuph:

U-Unp 35-hg pwnép wwphpp
P-Unp htidng|nphup gwdp dwlywpnuwy



G-Unp gwdp pwop Ywd wnhwnghwnubiph gwdp pwuwyp
TFH-Munuwjht gwsdn dpwlyghw

328. N°p wpryniupp Ywpnn £ pwpnwgub twfuwduunwu gbubumpyulwu
htiunwqgnuniejwu dGYuwpwunidp:

U-Mwnnh dnquihghqu

P-Unp dnquhghqu

G-Uwjpwywu pohoubipny wnunnunnwd
T-Uodwé pninp lnwppbipwyubipp

329. N°p udnu £ undnpwpwn bwfupuwnpbh, Gpp wuhpwdbon | hwunwnbp ywnnh
Ywphnunhwp' puybpph uwhdwuwhwly dnquhghgqip hwjwuwlywuniyejwu nbwpnid:

U-Uduhnunply htinnwy

P-Unp o2htinwy

F-Unp wjinh npdwipwnwueh pohoubin
+-Mwgbunwp hjnudwdp

330. hugn"t Ywpnn k dunnubiphg dtyh dnin wnw hwjwuwpwyondwsd
wnpwuuinyughwt Yupunp |hub] bwfuwdutunwu pGunmwynpdwu hwdwp:

U-Wu dhpuin hwugbigunud £ ubipunh dnuin inphundhwjh

P-Wu Ywpnn £ dGdwgub| ubpunh dnunn ns-hwjwuwpwyznwsd inpwuuinyughwih
nhulp

S-Uju dpoin hwugbigunud £ ubpunh dnn dwutwyh dnunundhwjp

T-Wu sh Yupnn dwnwugyb



331. Mwninu niuh hwjnuh ywengtu CNV, npp hwonpnhy sh pwgwhwyjinyby
Sunnubph dnwn: N°p wunnwu £ punhwunip wndwdp 6hown:

U-CNV-u dhown niup de novo dwgnid

R-CNV-u wtiwp Lt dwnwuqyh dnphg Ywd hnphg

Q-CNV-u upnn £ wnyw |hub] yunh dnin' de novo dwgdwdp
T-CNV-U hwunhuwunw £ piunwynpdwt wpunbdwywn

332. Lwuwduurywu wdpnng tYygndh Ybpndnipjwdp wnunnund-ntigtiuhy gbiuntd
hwjinuwpbingt £ d6Yy wwengbu mwpptipwy 96% VAF gnigwuhony b 65x
ubpybuwynpdwt funpnijwdp (depth): huswhup® £ ndjw mwppbpwyp Ypnn wibih
gbunwnhwp:

U-Upwynndwuh dunnuywu nhundhw
R-Ltdhghgnun
Q-Ununundhw
"-dndnghgnun

333. Unp wybih pwpép vnwnpphpp Yuwwyws E hbGnlywih nhuyh dedwgdwu htwn.

U-Mwnnh wubinwwynhnhw

P-Pwgwnwwbu X-ppndnundh htwn juwywsd fjuwuqunnidubip
S-Uhwju dhnnpnunphw hhywunniejnituutin
-Uhypnnbitighnu hwdwfuwnwuhoubp

334. Munnwnp, nph dnwn wnyw £ wwpwungwihtu dwiph hwuwnipjwu dtdwgnid,
Ywpnn £ niubuw] hGunlywih pwpép nhuy.



U-<tdndhihw
P-Lpndnundwjhu wundwhwubip

S-Uhwju dnyngyhughnng
-Lwuphugenuh hhywunnieiniu

335. Mwunnh utinh npnanudp Ywpnn  wplnp |hub hGunlyw nbwpbpnid
funphpnwwynieintt hpwlwuwgubihu.

U-Uhwju dhinnpnunphw| hpywunnipniutitip

P-Uhwju wniinnund-nndpuwuwn hhjwunniypinituubn
Q-X-ppndnundh hbwn onpwjwlgywd hhjwunnyeinituutin
-Pninp unipwihnfuwtwlwihu hhywunniejniuubin

336. <nh Yung dnwn 21-pn. ppndnundh inphundhwjh ybpwpbipjw) wunnh cfDNA (wquwn
opowuwnynn tLI3-h) uyphupugh wpryniupp npwywu £: Nyunpwdwjuwhu
hGwnwagnunuejwu wpryniupubipp unpdwh uwhdwuubpnwd Bu: N°pu §
dGyuwpwunieniup:

U-Unpdw ninpwdwjuwiht wwwnybipp pwgwnnwd £ 21-pn ppndnundh inphundhwt

R-cfDNA-h wpnynitupp hwuwnmwwnnud £ Fwntuh hwdwfunmwuhoh gbubnhlulwu
wfuwnnpnanudp

S-Uuhpwdtiown £ wnwowplybip wiuinnpnohs hGuinwgnunnie)niu
T-LGnwgw hGunwgnndwu Ywphp syw

337. Yphunwhu $hppngp punwublwu wwwndngjwdp hnh Yungp updwdubiphg n'p
hbwnwagnunieiniuu § wuhpwdbon hpwlwuwgub)' wunnh dnn Gupwnpynn CFTR gbiup
hwjwnup Gpynt wwengbiu nmwppbipwlubpp phpwuwiht wuwwwphny wpwg
pGunwynpbint hwdwp

U-Ubtuqbiph ubipytuwynpnid



P-Lpndnundwjhu microarray
G-FISH-hGwnwgnnnie)niu
T-NGS

338. huswtu Yupbip b htnwgnunb] dwjpwlwu pohoubph wnywjnieiniup
(wnuinunnudp) ypbuwwnw) tdniynwd:

U-Utiugbiph ubipytuwynpdwt hwdtdwwnnieiniu ypbuwww) udniph W dwjpwlwu
wnjwu udniph dhole

P-Ywpb nwunbd Ypyunyeynwuubiph (STR) Yybpndniejnitt ypbGuwww| udniph b
dwjpwywu wpjwu udnwh dhol

S-Ywphnunhwbtph hwdbtdwwnnieinu ypGuwww) udnh b dwjpwyw wpjwu udniph
dhole

-2pndnundwjhu microarray ybp|nonieinitt ypbGuwww| udniph b dwjpwwt wpjwu
udniph dhole

339. <nhnigjwtu 11-pn 2wpwpend hpwywuwgywd wywnnh cfDNA (wquwn 2powuwnynn
TU(3-h) ptiunny pwgwhwjwngt| b hwqunbw hwunhwnn 1 Mb dhypnnbitghw:
Lbnwaquinid wetigywd wduhnghinubiph ppndnundwjht microarray ptiunny
pwgwhwjwnyt £ unpdw gbundwiht Yuqgd: Loadwdubphg np dEyuwpwunigniut
6hown:

U-Muninu wuwulwd niup wyn dhypnnbibghwu

R-Lpndnundwjhu microarray pbuwnp sh Yupnn hwjnuwptipt) nydjw| swihp
nbighwutin

G-Luwpwynp £ wyunnh dnin uwhdwuwthwly wjugbunwnp dnquhghqd Ywd uyphuhugh
ytind npwlwu wpryntup

T-dbpouwlwu dhon wwunwufuwuh hwdwp wbwnp £ hpwlwuwgub) Gppnpn wulwfu
pGuwnp’ dnp wpywu |GYynghwnubph ppndnundwihtu microarray



340. <nhnipjwu 10-pn 2wpwpen wugywgywd wywnnh cfDNA (wquwn 2powtuwnynn
“HUL(a-h) upphuhugny wuinh YLIS $pwlghwts Yuqunid £ 1,5%, hugp gwdn b
|lwpnpwwnnphwih Ynndhg hwunwndwsd uuwqugnyu skdhg: N°pu b npwbu «no call»
quwhwwnywd ywwnwufuwuh dE{Uwpwune)nLup:

U-Nunh Yuphnunhwp dhwtowtwly unpdwy §
P-Pwpép £ wuhbunwgnn Gpyynpjwy wyunnh (vanishing twin) hwjwuwlwunyeiniup
S-Munninp dhwtawuwy ntuh nphundhw

*-(Ftiunh hwdwp wnlw wunh Hule-h pwuwyp pwdwpwp sk hwywuwnh
dyuwpwuniejwu hwdwp

341. Munnh cfDNA (wqwun 2npowtiwnynn FLI3-h) pLunh wpnyniupu niup 90%
npwywu Ywufuwwnbunn wpdbp (Positive Predictive Value)' npnawyh gubinhlywlwu
fuwpwpdwu hwdwp: h°us £ uw uowuwynud:

U-<nhnipyniuuiph 90%-u ntup wnydjwy 2Gnnwip
P-faGuwnt nup Ytnd pwgwuwlwu wpnyniupubiph 10% gnigwuhy
Q-fdGuwntu niuh 90% qguynitunte)niu

Y-Hwlwu phuwn niubignn hnhniyeyniuubph nbwpnd” hwdwwwwnwuluwu
wnwnigwghwjnud, wyulywynud £, np dninwynpwwtiu 90%-h dnun wnfw £ ndgjuy
otinnudp

342. Munnh cfDNA (wqwuwn opowtwnynn Vula-h) puwnnyd npnawlh yweninghwih
uyphupugp niuh 99% qquiniunieiniu W 99% uwtigh$hynipniu: Upnyn'p uw
Uowuwynud £, np npw PPV-U (npwywt wufuwunbunn wpdtipp) wuwwjdwunptiu 99%
E:

U-Wn, PPV-u wulwfu dtdnyeinwu k

P-Ng, PPV-u Ywfudwé £ twl wwpeninghwjh tnwpwdywdnieiniupg
Q-Ujn, Grbt hwjnup £ ywnnh VYuld pwlyghwu

Y-Uyn, Gipb nyunpwédwjuwiht hbunwgnunniejwu wpnyntupubipp unpdw Gu



343. X ubnwwu ppndnundh wutinuynhnhwih yGpwptipjw NIPT (ns-hudwghy
Uwhuwdturnywu ptiunwynpnud) pGunh npwlwu wpryntuphtu hwonpnnid L

wduphngbuwnbgh dhongny unwgywd wnnh unpdwy Yuphnunphwh wpmyniup: N°p
pwgwwnpniejntup wbwp £ nhunwnpyb:

U-Mwgbunwnp uwhdwuwthwly dnquhghqu

P-Unp dnwn ppndnundwjhtu wundwihw

S-Uuhbwnwgnn Gpyynpjwyh (vanishing twin) duwgnpnwihtu +LI-h wundwihw
T-dbpnugjw| pninpp

344. buswt’u Ywpnn k wwgbunmwp uwhdwuwhwl dnquhghqip hwugbgubp ywnnp
cfDNA (wqwuwn 2powtwnynn Fuld-h) phunp b wunnh wiunnpnahs hGnwgnunniyejwu
wnrynitupubiph dhol wuhwdwwwwnwufuwuniejwu:

U-cfDNA-U hhduwwund wnwewuntd £ wjwgbuwnwih tnpnynpjwuwnubinhg
P-cfDNA-U pwgwnwuwbiu ntuh wunnh degqulwphnghwunwp dwgntd

G-Uduhnuinpy htinnynwd tipptip s6u Ywpnn |hub dnp pohoutipp

-Mwgbunwu W wyunninp dhan niubit unyuwlwu ppndnundwjhu hwwpwywqgdbipp

345. SYjw| NIPT (ns-hujwghy twhuwduurnywu ptiunwynpnid) uyphupuqwjht phunu

nluh pwpdp qquiyniunteyniu, uwywju gusdp uwybghdhynieiniu: Np wpryniupu
wnwyb] hwjwuwlwu:

U-4bind npwlwu wpryntupubin

P-£hs rYny Ytind pwgwuwlwu wpryntupubin
G-Unwug otindwu wpryntupubp

T-Uhwju hpwywt pwgwuwlwu wpnynitupubp



346. SYjw NIPT (ns-hujwghy bwjuwduurywu phunmwynpnid) uyphuphugqwihtu phunu
ntup pwpép uwybgh$hynieyniu: Uw punhwunyp wndwdp uowuwyndd §, np’

U-Lwjinuwpbipynwd Gu pninp wiunwhwpywd hnhnigniuutipp
R-Unnng hnhntejniuutinhg pstiph dnwn £ gpwugynid npuwlwu wpryntup
Q-fdtuwnp sntup Ybnd pwgwuwlwu wpryntupubip

T-<hjwunniejwu tnwpwdywdnieintup gpnjujwu

347. Munnh cfDNA (wqwwn opowtwnynn Vuld-h) punh wunpn2 wprynwtuph (no-call)
Ywpunp wwwbwnubphg deyu £

U-2nyqg Ytuuntuwy wunninubipp

R-Npn2 dnunundhwubph nbiypnud wwnnh ppndnundutiph punhwunip pyh tjwgnidp
F-Tunnwjhts ppwlghwih wupwywpwnp pwuwyp

-Unp dhusl 25 wwpblwu hwuwyp

348. hugn"t Ywpnn Gu CVS-h (funphnup pwyhlubiph tdnpwndwu) wibkgwd
pohoutiph nu CVS-h swébgwd pohoubtinh gliuiinnhywlwu ybpnwdnipjwu wpnniuputipp
(hubs] nmwpptp:

U-Cuytipph ghnninpndnpjwuwmnwiht b digbufuhdw) otipintipnh pohoubiph dhol Gnwd
nwppbpnyeyniuubpp' puin ppndnundwjht fuwpwpnuubph

P-Uwhdwuwthwy wjwgbunwp dnquhghqup
S-Pohoubtinh Ynyuinhjwughwp dwdwuwly wnwye GYnn wpnbdwlynbpp
T-ULoJywd pninp nmwpptpwyubipp

349. unphnuh pwyhyubph udnwndwu (CVS) wpnyntupp gnyg Lt wmwihu dnquhghqu:
hugn’t wpnn £ nddwp |hub| npw deyuwpwunddp:



U-Cultippwihts dnquihghqup Ywpnn £ éagpunnpbits swipunwgntip wnnh Yuphninhup
RP-Cuytipph gbiundp dhoun nmwppbpynd £ wyuinnh gbiundhg

Q-CVS-h dhgongny dnquhghqup huwpwynp sk hwjnuwpbpb)

-CVS-p wwpniuwynid £ dhwju dwjpwwu Ll

350. unphnup pwyhyutiph bdnwndwu (CVS) wprynupubipp gnyg Gu wnwihu
ppndnundw)jht juwpwpdwdp wnujwqu 4Gy poowihu ghd (line), uwwju sh
pwgwnynud pulybpph uwhdwuwhwly dnqupghquh hwywuwlwunieniup: b uy
Yuptith £ nhunwnlytip npuytiv hwonpn puyy:

U-<pduybip dhwyu dnp ghtniyh ulphuhtugh wdjwiutph ypw
P-Gupwnnb], np ywnh dnun gbubnhluwlywu wpwnp hwunmwnyws k
S-Uuwnbub| wpnynitupp

TH-Lwlwwwunwuluwu Yhupywywu hpwyhbwynd jpugnighs wdupngbiuntigh
hpwywuwgnd

351. Udtigwd wduhnuinhy pohoubiph FISH htitnwgnunnigjudp hwjnuwpbnpyb £
ppndnundw)ht fuwpwpnid Ypnn pohoubtinh thnpp wynwniywghw, uwlwju unynpwlwu
Ywphnunhwwynpdwu wpryniupp unpdwy b: N°p pwgwinpnigyniup wbwnp § nhunwpyb;:

U-Swop wunhbwuh hpwlwu dnquhghqu

R-Mulinndnquhghqu Ywd poowihu Ynuinnipwih unwgdwu wpinbdwlyn
Q-4tnd npwlwu FISH wgnwuwuubp

T-Loywd pnpnpp

352. Qwibtigywd wduhnghwubinh huntpbwquihtu FISH hGunwgnuniejwu wpryntupntd
ppndnundwiht fuwpwnnuw Ypnn Ynphqubph phyp Yuagdnud £ 12%' jwpnpwwnnphuwih
Ynnihg uwhdwudwsd 10% npwywu 2G5dwihtu wndtiph (cutoff) wwjdwuubipnid:
Uwnwgywd wpryntuphg Gluting, N°pu £ wybh 6hon deluwpwund



U-Ybpouwywu wfuwnnpnanwip yuwugwsé £ watigywd wduhnghnubph pliunwynpdwu
wnrynLuphg

P-Lwnnpnb| npwbu pwgwuwywu wpryniup' ppndnundwiht fuwpwpdwu
pwgwlwynipiniu

S-2hwnnpnb npwbtiu wunpn? wpnyniup Ywd dnquhghqup Yuulwd
Y-Lwnnpnb| npwbu npulwu wpryniup' ppndnundwiht fuwpwndwu wnwjnyejniu

353. Ubbkgywd wduhnnhly pohoubtinh ppndnundwjht microarray ytipinwdnipjwdp wunnh
dnuin pwgwhwjnyb) £ Yihuhynpbu wnnng dunnhg dwnwugywsé VUS nwppbpwy: hus
E wuhpwdtionn Uk jwpnpwwnnp phiunh Wwwnwufuwuned:

U-Mwinh dnn Junnigwdpwiht wundwjhwubiph wwpwgwjnd VUS wmwppbpwyp
wybh phs hwjwuwwu E, np niuh wwpengbit, pwu ny ywengbl punype

R-VUS nwppbpwyh wnfuwjnipntup sh Gpwouwynpnud upw dhwtpwuwl ny
wwengbu punypep' hwodh wnubiny huwpwynp ne-|pnhy whubwmpwuwnigniup,
thnthnfuwlwtu npulinpnudp b hGnwgw Yepwnwuwywnpgdwu huwpwynpnieiniup

S-Qtipdhuw] VUS nwppbpwyh wnlwjnieiniup wnnng dunnp dnun hwuwnwwnid £, np
wuinninp unyuwbiu wnnng &

-MNunh dnuin Ywnnigjwdpwjht wundwhwubiph ywpwguwind VUS tnwppbipwyp
dhwupwuwl wtwp £ nhuwpyyh npybiv ywengbu' hwodh wnubing huwpwynp ng-
(nhy wEuGwmpwuwnyeinup b thnthnfuwwt npulinpndp

354. Lwluwduunjwu ppndnundwjhu microarray ptunny pwgwhwjwnyt) £ dnin 1 Mb
Gpywpnipjwdp dhypnnbitighw wnwnnund ppndnundnid, npp wnfw £ uwb Yihuhynptu
wnnne dunnh dnwn: husp wbwnp E nhunnwpyb) hbnwagw Yhuhyuwlywu nwuwlwnpgdwu
hwdwn:

U-Uhwupwuwy gqbpdpuwy, |npy whubinmpwuwnnigjudp hwjwuwlwu pwupnpwy
wwnpbipwy (hubp’ Guting dunnh wnnng Ywpquidhdwyhg

R-Uhwuowuwy gtpdhtuw| L |phy wytubunpwuwnnipgjwdp hwjwuwlwu wwengbu
iwnpbinwy |hubip

G-Luwpwynp thnthnfuwlwu wGubunmpwuwnnieiniup, hwwnwupwywpwpnientun,
hwéwluwlwuniejniup, dhypnnbiiighwh 62gppun uwhdwuubipp, $Gunnpwp dunnh W
wunnh dnuin b gpwywunipjwt nyjwiubpp



Y-Cuwpwynp thnthnfuwywu wEuGnpwunnyentup, uwlwju Giuting dunnh wnnng
$bunnpwyhg' hwdwpb| gpdhuw], hwjwuwlwu pwpnpwy wmwppbipwy

355. 80% whubinpwuwnniejwdp wninnund-ntigbuhy hhjwunniejwu nbwpnid
htiintpnghgnwun dniinwghw Ypnn dunnubiph wwpwgwjnd nppwt £ Yuqdnwd wnnng
GpGluw niubuwnt hwjwuwlwunie)niup jnipwpwugnip hnhnypjwt wwpwguynid:

U-25%
P-50%
Q-75%
+-80%

356. Lwfuwduurywu NGS ptiunp pwgwhwnti| £ 50% VAF (w(tjwhu
hwéwluwlwunte)niu) gnigwuhony wwpengbit tnwpptpwy: <weonpnhy, unyu
nwppbpwyp hwynuwptpdty b uwl dnp NGS phunnwynpdwt wpryniupnud: N°pu b
wdblwhwywuwlwu dGYuwpwunieniup:

U-Hhwwnybip dwjpwlwu FUIe-nyg wnunnundwu fwd nwpptpwyh gbipdhtiw) dwgdw
hwjwuwlwuntejntup

P-Munninp ntuh nyjw wwengbu tnwpptipwyh hndnghgnun gbununhy
S-Nunnh dnuin hwunnwnynwd £ hwdwwwmwuhoh ghubnpyulwt wfunmnpnonidp
-Upryntupp yywynud £ hwjpwlwu dwnwugdwu dwuhu

357. Unp wnjwu pohoutinny wpwlwu utinh ywnnh wduhnunhly pohoutiph huwpwynn
fuwnunuwp' gbubunhlwywu wnununnwp ywpqupwubine hwdwp hug
hGunwagnunieinit £ wuhpwdtionn hpwlwuwgub:

U-wduhnwnhly pohoutinhg unwgywsd Yuld-h b dwjpwlwu YUl3-h wdpnng Eygndutiph
hwdbtdwwnwlwu ybpndnip)ntu

P-wduhnwnhy pohoutiphg unwgywd VFufe-h b dwjpwywu Yule-h Yupbd nmwunbid
YpYunnnrejniuutiph (short tandem repeats) hwdtdwwnwlwu ybipnwdnipntu



Q-wduphnunhly pohoubiph W dnp wipjwu pohoubiph FISH' X LY ubnwlwu ppndnundubiph
hwdbdwunnigjwu hwdwp

“t-wduhnuinhy pohoubiphg unwgywsd LIS U dwjpwywtu LIS Ldnubipnd hwjnup
punwublwu ywpengbu 10 U.q. Gplwpniejwdp qGuwihtu nbtghwjh unnignid

358. Lwjuwduurywu wdpnng tygnup ubipytiuvwynpdwdp pwgwhwjunytbi £ hwjinuh
wwengbu mwpptipwy wiu gbund, npp Yuwywsd £ ywnnh dnuin ujupwagpywd
Ywnnigwdpwihtu wundwihwubph hbwn: busn’t b Yuplinp $Eunnpyyw)hu
hwdwwwwwufuwunypjwu nhunwpynwp wdpnne Eygndh ubipytuwynpdwu
wnryniupubiph dEluwpwudwu wnbuwybinpg:

U-dGuninhwp tawuwynieintt sniuh nwppbpwyh deluwpwudwu hwdwn

P-SBwulwgwéd ywpengbu nmwppbpwy npubunpnud £ |ppy wbubnpwuwnnyeniu b
hunwy pwgwwpnid £ wyunh jnipwpwisginp wundwjhw

S-Unyu gbiup Ywpnn £ npulinpt] witinnpnwhy wgnbignyentu b thnthnfuwywu
npulinpnid

-Uju nbwpnid pwnép £ yunh dnuin uwpwgpywsé Yunnigwdpwihu wundwhwubipp
nbnwunngbt dwquiwu hwywuwlwunyentup

359. Mwnnp Eygndh htwnwgnunieiniup pwgwhwjwnb| £ wywnh dnn Gupwnpynn
wnunnund-nndpuwuwn wweninghwih htn wungugywsd gtuntd wunnpn)
Upwuwynipywu nwppbpwy (VUS): h"usp wbnp £ pwguwnt| jwpnpwwnnp phuwnp
dGyuwpwunipjwu dby:

U-VUS-p npwtiu wweninghwjh hunwy gbubnplulwu wwwnbwnh nhunwpynudp
P-dGunnhwh hwdwnpndp

Q-VUS-h ybpwpbpjw| wnyw nyjwiutph ybpindnwdp

“-Ounnubiph dnwn VUS-h huwpwynp phpwiuwjht pbunwynpnudp

360. Lwfuwduunywu Utkugbiph utipytuwynpdwt pbuwnp hwjmuwpbpt| £
htiintipnghgnwun nmwpptipwy, npp wunguwgywsd £ hwjnmuh wnunnund-nndphuwuwm b



thnhnfuwlwu whubnpwuwnnyeywdp hhjwunniypjwu hbwn: Lodwdubphg n'pu b
Ywplnp nmwpptpwyh dEluwpwudwu hwdwp:

U-Munh $tunnhwh nynpwdwjuwihu guwhwwunnwd

P-Upnyn"p wnwppbipwyp gbpdhuw & b de novo

S-Cunwublywu wuwdutiq b huwpwynp Yihupywlwu npulinpned
T-Loywsd pnpnpp

361. Lwfuwduunywu 2powuntd wdpnng tYygndh ubipyuwynpdwt hGwnwgnunnipjwdp
pwgwhwjunyb| £ wnunnund-nndhtwuwm hwdwlunwuhoh hbin wungugywd gbup
dhuubtu mwppbpwy' htwnbpnghgnun Yupgqwyhbwynud: Hw Jepwpbipjw) wnyw
nyjwubpp uwhdwuwhwly BU' quwhwwnbng, RE wpyn’p wju Ywpnn § qupgqugut
nyjwi hwdwfunwuhgp ph ns: Uju wwpwqujnd n’pu b wdjw mwppbpwyh
wdbtwhwdwwwwunwufuwunn ACMG nwuwlwnpgnp:

U-Mwpengbu

P-dwjwlwlwu ywpengbu

Q-Uunpn2 tpwuwynipjwt tnmwpptpwy
-dwdwlwlwu pwpnpwy

362. 2nygh wnweohtu tiptluwih dnin hwuwnwuinybi £ de novo wwengbu tnwppbipwy:
Gpynt Sunnubiph wpjwu wuwhgh wprynwpubpp puwgwuwywu Gu: <wpghu, R
wpryn’p Yplyuniejwu nhuyp pwgwndwsd k, n"nu § jwjwgnyu ywwnwufuwup:

U-4pluntejniut wuhtwp k

P-Snuwnw) pohoulinh dnquihghqdp Ywpnn £ hwugbiguby Yplunieywt nhulh, npp
gbipwqwugntd £ punhwunip wynwniywghwjnd wnlw nhuyp

Q-Lwynpn pninp Gpbjuwubipp Yniwubuwu wndjw fuunhpp

H-Gnuwnuw) pohouiinh Unquihghqup Yuipnn £ hwugkgubi Ynlunipjwt nhulyh, npp sh
gbipwqwugntd punhwunyy wynwnywghwnd wnyw nhuyp



363. 33 n. mnwdwpnnt dnin wnlw Gu wgnnuwbpdhw, thnpp wdnpdhubip b gwon
hwuwy: 14 n. bw ghubyndwunhwih uwwygnypjudp yhpwhwuingb : Upjwu
Ywphnunhwp gnyg £ wwihu unpdw| hqulwu Yuphninhy' 46,XX: N°pu k' pnidwnnih
dnun wweninghwjh wittwhwéwfu hwunhwnn qubinhjuywt ywwnbwnp:

U-5-wdw-nbinniyunwgh wupwywpwpniejniu
P-Utnpngbiuwht puljwihgubiph ntiltghw

F-FSH-h puluihgubinh nnuyihwghw
"-SRY-h nnpwuuinjwughw

364. 28 wn. Jung dnwnn gpwugyntd £ hnpnipjwt wnwoht Gnwdujwynid uwynuwnwu
Jhddwu Gppnpn wupundbe nbwpp: Lpw wpjwu Yuphnunhwwynpdwu wpryniupt £
46,XX,t(4;12)(921;p13): UGjnunnpYy ubigpbqughwih n’p mwppbpwlyu £ dhwyp, npp
hwugbtgunid £ wjuyhuph qudbnubph wnwowgdwup, npnughg Ywnpnn k duyb;
Ywnnigwdpwjht wnnwing unpdw| Ywd |hnyphtu hwywuwpwyonjwsé gbundwjhu
hwywpwlwqu ntutignn Yuuntuwy Gpbfuw:

U-Lwpwyhg (adjacent) -1 ubigpbiqughw
P-dwpwyhg (adjacent) -2 utigptiqughw
S-Ujpuinpwupw)phu ubigptiqughw
™-3:1 ubigptiqughw

365. 36 . Yhup hnphnipjwu 11-pn owpwenid wugunid £ wywnnh cfDNA (wquwn
opswuwnynn YLula-h) hhdwu ypw hpwlywuwgynn ns hujwghy bwfuwdtunywu
uyppuhug (NIPT), nph wpryniupu £ 18-pn ppndnundh wiphundhwih «pwp&p nhuly’
wunnh Fule-h $pwyghwih 9,5% gnigwuhony: Lnhniejwu 13-pn b 16-pn 2wpwputinhu
Ywwwpywd wuinnh pwpép pnywwmnpbihniejwdp nyunpwdwjuwihu hGunwgnwunyeinup
gnyg t vnwhu ynnh wuwwmndhwlwu Yuwnnigwdph, hwpwunnwihu htnniyp
nhuwdhywjph b phndGnphwih unpdw| gnigwuppubin: <Gunwgquwjnw Yuwmwpywd
wdupngbiunbigp gnyg E mwihu ywnh (hndphtu unpdw| Ywphnnphy (46,XY): N°n
Yuuwpwuwlwu tplnyeu E NIPT pbuwmh ytnd npwlwu wprynwuph
wdblwhwywuwlywu wwwnbwnp:



U-Unquwhghqu, npp uwhdwuwthwlyywsd £ yinnh pwpnny b wpniuwunting pohoutiph
qdtipny

P-Mwgbunwp uwhdwuwhwy dnquhghgd (CPM), npnh nGwpntd tinphundhwjny
poowihu swppp dtynuwgywsd £ inpndnpjuunp hjntudwdpnid

S-Uduhnunpy htinnynid hwjpwlwu 18-pn ppndnundh $pwlghwutiph wdpnnowlwu
undwunhy pwjpwyntd

T-dbpnwwlwu dhowdwnnieiniu, npu wnwowgbi £ dnp dnwn |hd$nghwnubiph
pwgwpdwl pwuwyh gwdp dwywpnwyh wywwnbwnny

366. Swdép nhuywjhu fudphu nwuynn 25 wn. hnh Yungp «punujugwdéd» wwnnh cfDNA
(wquwin 2powtwnynn FLI3-h) uyphupuqwiht wwub) pwuwybiint ywpwgwnd, npp
ubpwnnud £ dhypnnbitighwubiph tuwndwdp gguyniuntgjwu (nynwiubp, n'p
hhduwlwu wnyjwip wbiwp £ hwoyh wnub bwjuwpbuwnwihu funphpnwwynipjwu
pUupwgpnLy:

U-Swulwgwd dhypnnbijighw hwjnuwpbptiint hwdwp wunp $pwyghw wbwnp L
gbipwquwugh 25%-n

R-Uhypnnbitighwubiph ynw dbd wanbignyeyntt niuh dnp wiwiphpp, htigsp uyphtptigp
nwnpdunw £ |hndhtu wudwytip 35 wmwpblwuhg guédp Yuwuwug dnin

S-Lunhwunip wynwniywghwinw dhypnnbifighwubiph gwdép nwpwdjwdnipjwu
wwwnbwnny cfDNA pbuwnh npulwu Ywufuwwmbunn wpdbpp (PPV) qquihnpbu gwédp
£, pwu nwpwdywd nphundhwubiph nbwpnd

Y-Cunhwunip ynwniywghwjnd dhypnnbiiighwubph nhuyh qguwhwwndwu cfDNA
ptiunh npwywu Ywufuwwnbunn wndtipp (PPV) gpbpt unyuu k, hus mwpwdywd
wnphundhwubph nbwpnd

367. Unnne Yhup hpwlwuwgpt £ gbubinhluwlwu hhywunniegjniuubiph Ynpbhniejwu
punwjuywd ulyphuptig, npp gnyg £ inytiy, np uw sh Ypnud indjw phunny
htunmwgnunywd CFTR qbuh 100 wdbuwwnwpwdywd npuk dniinwghw: Cuwn
(wpnpwuwnnphwih, nyjw| ERUpY fudpnd dnnwighwubiph hwjnuwpbpdwu gnigwuhop
Ywqunw £ 90%, huy win wynwniywghwjnd CFTR  dnuinwghwyh Ypbijhnygjwu
Gluybunwihu hwjwuwlwunieiniup' 1/25: Nppw’u £ wnndjwi Yung dnin CFTR gbup wy|
dnuwwnwghwih (npp sh unnigynid nyjw phuwnny) Ypnn hubiint duwgnpnwjhu
hwjwuwywunipyniup' phunp pwgwuwlwu wpnyniuphg hbwnn:



U-1/250
P-1/241
G-1/100
0% (Ihnyht pugwnyws £)

368. 32 n. hnh Yung dnun wwnnh cfDNA (wqwun opowtiwnynn FLld-h) uyphuhugh
wnryntupp gnyg £ tnwihu X-dnunundhwyh (45,X) pwpdp nhuy, huy wetgwsé
wduphnnhly pohoutiph Ywphnunhwwynpnwip' unpdw) wpwywu ubinh wwnnin (46,XY):
Unp wpjwu htinmwaqw Yuphninhwwynpnwip pwgwhwjwnnwd k (dtiputipp
hwdwflunwuhoh (45,X/46,XX) gwdp dwlywpnwyh undwwnhly dnquhghqd, husp
pwgwwpnid £ wunh ¢fDNA uyphupugh bwutwlwu wprynitupp: husnt | dwjpwlwu
dnqwhghqup funspunnunnd cfDNA ulyphuhughu:

U-Uwjpwlwtu wwgdwih cfDNA-U wwpniuwynid £ ph wyiwgbuwnwp, b dwjpwlwu
npn2 pwuwyh Vule-h fuwnunipn, nph wwwnéwnny ubipytuwynpnid b hwodwpyynid
GU bwlb dwjpwywu qbundh hwdwwwwnwufuwt NYnwubph pwuwywywu
mwppbpnentutbpp

P-Munh pohoutip wywnpynptiu dhgpwghwih Gu tupwpyynid nbiwyh dnp nuypwoénid b
wwwwyunhywgunid dwjpwlwu X ppndnundp

Q-NIPT-h (ns-hujwghy bwfuwdturnywu pbunwynpnud) dwdwuwy oguwgnpdynn
UI-wnihdGpwqubipp punpnnupwnp wdwyihbhywugund Gu hwjpwlwu X
ppndnundubipp’ dujpwlwuttiph hwdbdwn

T-Mwgbunwu wyinpynptbu nnipu £ dnnud dwjpwywt (Giynghnutipp hnhniejwu
pupwgpnud uppbuwhtu ypbwlubph dwdwuwy

369. tunphnup pwyhlyubiph tdnwndwdp ywunnh dnin pwgwhwjwnyt) £ 15-pn
ppndnundh tnphundhwjh dnquhy b (20%): <bunwaqw wbbgywd wduhnnply pohoubtinh
Ywphnunhwwynpndp gnyg £ vwhu wywnnh unpdwy, Entwynhn 46, XX Juphnunhw:
Cwioyh wnubiiny «unphundhwjh onldwu» (trisomy rescue) dbfuwuhqdp, n'p
wdblwhwywuwlywu wweninghwt wbtwup £ pwgwnb] ynnh dnwn:

U-Uugbdwup hwdwfunwuhg. dwpwywu UBE3A wipwuuyphwwnp Ynpnwuwn'
wwjdwuwynpywsd hwjpwywu dhwynndwup nhundhwny (pUPD15)



P-Mpwntp-4hihp hwdwfunmwupy. hwjpwywu dwadwu gbubiph Epuwypbuhwih
Ynpnwwn' wwydwuwynpywsd dwjpwlwu Jhwynndwuh nhundhwny (mUPD15)

S-PEYYhwn-dhnbdwuph hwdwhunwuhy. dwjpwlwu 11p15.5 nndGuh nnwwyhlwghw

T-Nwub-Uhytph hwdwfuwnwuhy. 7-pn ppndnundh IC1 (nynwunwd dGphjugdwu
Ynpnwuwn

370. 30 wn. Yung pninp snpu wupundby yhdniudubpnd hwuwmwwnyb| Gu wpwlwu utinh
wwnubp' dwup Yuwnnigwdpwihu wpwwnubpny: Lpw dwjpp unyuwbu niubigh) &
pwqudwpehy yhdnwiubip, huYy tnpwjpp dwhwgt) £ dwulwlwu tnwpppnid: Pnidwnniu
sntuh wnwnnhdnw hhjwunnienit juwd hwjwuwpwyonywsd npwuuinyughw: Lpw
wnjwu gtubwnply Ybpindnieyniup gnyg £ wvwihu X ppndnundh huwlyunhjwgdw fuhuin
wuhwdwswih punye (99:1): dGubnpywlwu n’p Gplnypu £, wdbuwu
hwjwuwywuntgjwdp, ywunwufuwtuwwnnt upw ypwpunwnpnnuywu dntuyghwih
fuwpwpdwu hwdwn:

U-4ung dnwn X-ppndnundh dhwynndwuhp dunnwywu nhundhwjh hGunbwupny

P-X-onpwjwygywd nnupuwuwn hhjwunnyentu, npp dwhwgnt £ htintipnghgnun
wnnwdwnpnyuwug dnw, hul dnp dnn gnpdnid £ dniinwghw Ypnn X ppndnundp
huwlyunhywghwu ubithwlywu hjnudwdpubpnid

S-X-2npwjwygywsd ntgbuhy hhywunniejniu, npp dwhwgnt £ htitnbpnghgnun
wnnwdwpnywug dnwn, huy dnp dnuin gnpdnid £ dnunwghw Ypnn X ppndnundh
huwywnhjwghwu ubthwlywu hjnwujwdpubinnid

-Uhwnpnunphwi hndtinwwqdhwjh wwppbpwl, npp puunpnqupwn ghpwuwynpnd
E wnnwdwpnnt uwnduwjhu qupgqugnidp

371. 36 wn. hnh Yung wwnnh wép unpdw & pupwgb) dhusl 22-pn wpwpep, nphg hbwnn

wanpnuynh Gplwpnugniup 27-pn wipwenid Ywqut £ 1-hu gbiunhihg gwdn
dwlwpnuwy: Npnduwyup b gifup 2powadtipp dunwd Gu unpdwh uwhdwuubpnd: Npu
wunnh ytGponyrubinh Ywpénipjwt wnwyb| hwjwuwlywu wwwnbwnp:

U-Ufununpnwjjwghw

P-Ywdwndtihly nhuwjwghuw
F-Lhwyndnudwwnwghw

-Nuypwagnjugdwu wulwwmwpnipinu (nhw 1)



372. <nhnyjwtu Ypyuynn punhwwnnwdutipny Yung dnuin hwyinuwptipyt £ 14-pn U 21-pn
ppndnundubiph dwutwygngjwdp Nnpbpnuntywu wpwuuinughw: N°pu b
ybpwpunwnpnnuywu wnnwinyg hhduwlwu dinwhngnipntun:

U-Uhwnpnunphw| hhwunntejwu pwnpép nhuly

P-Ne-hwywuwpwyrnjwd npwuuinyughwiny hnhnypniuutiph wnwowgdwu pwnén
nhuly
Q-X-ppndnundh htivn wungwgywé hhjwunnigjwu pwpép nhuly

T-Ubynwwgywsd vjwpnwipu funnnwyh wpwpunubph nhuy

373. dbubinhywywu nwppbpwyp punpnaynid £ npuybiu’

U-Upwju ppndnundwjht wundwihw
P-Uhwju hhjwunniejntt wnwowgunn dnunwghw

S-U(3-h hwonpnulwunipjwiu gwuwgwsd wmwppbtipnyeinitu Fule-h ntidbiptuu
hwonpnuwlwuntejwu hwdbdww

T-Uwhuwnwynigh hgndl Ynnwynpnn LI hwonpnwlwunteiniu

374. Lniylninhnwjhtu wnbnwlwndp, npp wnwy t pbipnd Junwdwdybn unnw-
Ynnnu, hptiuhg ubipyugunud £

U-Uhuubuu vnwppbpwy
R-Uhunuhd wnmwppbpwy
S-Unuubuu nmwppbpwy
t-hunpnuwjhtu tnwppbipwy



375. N°p nhnfunieyniutt wdbuwju hwjwuwwuniypywdp Yhwugbguh pupbipgdwu
opowuwyh nbnwowndh (frameshift):

U-1 wdhuwpent Yynnwynpnn 3 unwytninhnh tnwuntd nnuyhlwghw
P-2 wdhuwpeent Ynnwynpnn 2 Ynnnuubiph nbijtghw

Q-1 unwyjnuinhnh huubpghw

-1 unwyGnuinpnh nbnwywnud dey wy) unyinnhnny

376. tubnphlwlwu tnwpptipwyp, npp thnfund £ Ynnnup, uwlwyu sh thnfunid
wdhUwpenLu, Ynsynw k

U-Uhuubitu (missense) tnwppbipwy

R-Unuubuu (nonsense) tmwppbpwly

Q-Uhunuhd (synonymous) tnwppbipwy

-Cupbipgdwu opowuwyh inbnwowndny (frameshift) mwppbpwy

377. Stubiimhlwlwu wwppbpwyp, npp ubipdnonid £ Junwdwdybin nunwptigdwu
Ynnnu (stop codon), Ynsynid k

U-Hatighw
P-Unuubuu (nonsense)
S-huwnpnuwjhu
“-Uhunupd

378. Pnidwnnth dnun hwjntwpbpyb| E wunpn2 tpwuwynigjw nmwpptpwy (VUS)
hhjwunnigjwu hbn Juwywsd gbund: Np wunnudu £ wnwyb) wnbnpu:

U-VUS-p unynpwpwp swbiwnp E nhunnwnpyt npwytiu hpjwunnypjuu gbubnplulwu
wwwnwn



R-VUS-p sh Yupnn ytipwnwuwlwpgybi| npwytiv wwengbu twppbipwy
S-VUS-p Ywnbip £ nhurnwpyt] vwb hwjwiuwlwu pwpnpwly tnwppbipwy
-VUS-p hwuwnwwnnd £ wfunnpnanidp

379. Mnwnywghnu wyjwiubph pwqwubpnu pwgwywinn nmwppbpwyp’

U-dhwtowuwy hwdwpynwd £ wywengbu

P-Ywpnn £ wmpwdwnpbi| npnpwyh wwwgnygutip, uwlwju hupuht Wwengbuniejwu
wujwgnyg sk

S-dhwupwuwly hwdwnynid £ pwpnpuy

-Gupwlw sk hwnnpndwu

380. Gtubinphlwlwu phunp hwjntuwpbpnid £ wunpny bpwuwyniejwu wnwppbpwy
(VUS): h"ug | uw ugwuwynid:

U-Swppbpwlyp niuh pwpédp ynwniywghnt hwéwluwlwunteintu b sh uwpwagpyby
wnyjw| hwdwfunwuhony pnidwnniutiph dnwn

P-Swppbpwyp silent dhwuntytninpnwhu ghinthnfunieyniu £ hbnne Eygnup 5" U 3’
dwjnbinhg

S-Unyw ndjwiubipp pwdwpwp sGu wjt dhwupwtuwynpbiu npwbiv ywengbiu Ywd
pwpnpwy nwuwywpgbiint hwdwn

Y-Swppbpwyh wibjwhu hwéwhuwywunyeiniup (VAF) hGuinwgnundwd VFuld udnipnud
Ywqunw £ wybih phs pwtu 3%

381. Ny |nhy wGubunpwuwnniejwdp dh pwuh unyGninhnwihtu nbltighwih wwengtu
gbubnphlwlwu tnwppbipwyp

U-2ntuh niuyghnuw| tawuwlynip)niu
P-Ywwywd £ hpjwunnigjwtu wnwowgdwu htiwn



S-Uhwju hwunhwntd £ ndjw| wweninghwiny wiunnpnaqwéd pnidwnniutiph dnun D.
Luwpwynp sk hwjnuwpbipt| Ukugbipp ubpytuwynpdwu dhongny

-

382. <ndnghgnw gbunnhwh ntwpnid wuhwwh dnuin upnn Gu pwgwhwjnybi

U-nyjw) gubinhluywt inyniup Gpyne b wyb| vnwppbp wiGubp
P-inyjw| gbubiinhywlwu nyntup dhwyju Gpynt nmwppbip witjutp

S-inyjw| ghubiinhyuywt (nynwuh dhwju Gpynt pnbunpy wikiutp
T-wnyjw ghubiinhywlwu (nynwup Gpyne b wybp pnbGunpy witiutp

383. Uhunuhd twppbipwyp'

U-<wugbigunid £ wdhuwpereyh thnthnfuniejwu

P-Ywpnn k [hub] wwpengbu, Gpp nbnulywyws £ Eygnup uygpnid wd Jeponid®
uwhdwuwlyhg huwnpnupu

S-Lphduwywund nwuwywnpgynud £ VUS wnwppbpwly
-Uhowin thnfunud | pupbipgdwt o2powtwyn

384. NGS ubipytuwynpdwu pliunp pwgwhwjnnid £ wpjwu LIS udniynd
htinbpnghgnun wwpptpwy' dnn 50% wnwppbpwlwihtu wibh $pwyghwiny (VAF): N'p
wunnuit £ wdkbwhwpdwnp:

U-Uw Gupwnpnud £ dnquhghqu

P-Uw wwwgnignid £ hndnghgnunniejntt

S-Uw hwdwwnbintiih £ Ynuunhwnnighnuw hGinbpnghgnunnigjwu htiwn
T-Uw wwwgnignud £ dhinnpnunphw| dwnwugnd



385. Pnidwnnih dnin pwgwhwjndud W hhjwunnypjwu htn wungwgywéd qbiup
unuubuu nmwpptpwyp (gnomAD_Genome hwéwfuwlwunipniup 0.04) sh uwpwagpybip
gpwlwunyejwu dby Ywd ndjw| hwdwlunwuhony pnidwnniutiph dnwn: Uju

wnbnwywyywé k qbuh ytpohu Eygnunid, sniuh niuyghntuw) wgnbignieinit b sh
Gupwnyynwd unuubtiuu-dhounpnuynpywé pwjpwjdwt (nonsense-mediated decay):
Uwlwju unyt qbuh wy| mbnwdwubph unuubuu wmwppbpwyubp hwunhuwunud Gu
nyjwi hhquunniejwt ywwnbwn: Npu § wndjw) untubuu tnwppbpwyh wdbupg
hwjwuwywu ACMG nwuwlwpgnudp:

U-Nwpengbu

P-Cwjwlwlwl wwengk

G-Uunpng upwuwlniejwu (VUS)
Y-Pwpnpwy Ywd hwjwuwlwu pwpnpuly

386. Cwwn hwqwnbw hwunhwnn W pwpap whubunpwunniejwdp dwunwugwlwu
hphjwunnipjwu htn wungugywsd qbunwd pwgwhwjinywsd £ mwppbpwly, npp
gnomAD_Genome wnwntjwghnu wnyjwutph pwqujnd niuh hwdbdwwnwpwnp pwnpén
hwéwhwywunieniu: Uw thwuwnwny k

U-wnwppbpwyh ny ywpengbu [hubnt dwupu

P-nwpptipwyh ywengbt / hwjwuwlwu wwengbu dwuhu
S-huwpwynp dnquhy Ywpgqwypbwynd hwunhwydwu dwupt
Y-hpywunnigjwt wnunnund-nndhtwuwm dwnwugdwt Gnwuwyh dwuhu

387. dwnwugqwlywu hhjwunniejwu htinn wungugywd gbpdhuw| tnwppbpwyp
pwgwhwjunyb| § punmwuhph hhjwun dp pwuh wunwdubph dnun W pwgwywnid
wnnn9 wqgqwywuubph dnwn: Uju inbinGynipntup Ywpnn £ ogunwwn hub)
hhduwynpbnt

U-Unwgywd wryntupubiph yGpwpunwnpdwu wuhpwdbtipunnyeniup dtYy wy hwdwndtip
gbubunpywywu dbnnny

P-Utigpbqwghnt ybpnwdnipjwdp nwppbpuwyp hwjwuwlwu wywengbu punyep



S-Unwgywéd wnynitupubiph ybipwpunwnpdwu wuhpwdbownnieniup puunwuhph wnnng
wunwdubiph dnwn db6Y wy| gubimhlwlwu oppning dbennny

-Swppbpwyh htin onpwjwulgwd dhypnuwwmntbihnutiph dwnwugdwu YGpndniejwu

wuhpwdbonniginiup’ mwppbpwyh hwjwuwlwu wwengbu punypep wwpqupwubin
hwdwp

388. Lwpnpwwnphwt hwjnuwptpnud £ gbpdhuw] wwengbu nwppbpwy, uwywju
pnidwnnth $Gunnpwp sh hwdwwwwnwufuwunwd npw htn wungugywd
hwdwlunmwuhoh Yhuhyuwlywu uywpwaphu: bus wbwp £ hwodp wnub):

U-Pnidwnnth dnun [phy whubunmpwuwnniejwdp b ywn npulnpynn hhquunnipjwu
hwjwuwlwuntejntup

R-Swppbipwyh nhunwnpynidp pnidwnnih dnuin npwbiu hwdwfunwuhoh Wwnbwn

S-Swppbpwyh dEluwpwunwdp, Punnhwh htinn hwdwwwwnwufuwunieniup b
wwunwhwlwu gbutinhlwlwu pugwhwjndwu hwjwuwywunyentup

-Pnidwnnith dnuin gbpdhtw] ywpengbu nwpptpwyh de novo dwgnidp

389. 6-wdjw nnwh dnuin wnlyw Gu qupgugdwu hwwwnntd, gugnudubp,
hhwnwunuhw W nGdph punpn2 Ywnnigwdp: Lpw dunnubpp sntubu
hwdwwwwwufuwu dbunnhy Ywd Yiphupyw: Udpnng Eygndp ubpytuwynpdwu
dhongny hwjinuwpbpyt E hGnbpnghgnun Ypbwun wdhuwppywjhu
hwonpnuwlwuntejwu hwugbigunn (truncating) mwpptGpwy wju gGunwd, npp hwynup £
npwbtiu wnunnund-nndhtwun Gjwpnwpwlwlwu-qupgwugdwu hhywunniejwu
wwwbwn: Ujn wmwppbpwyp pwgwlwinud £ dunnubph wpjwu udnpubpnd: Npu
pnidwnnth dnn hGunwgnunnigjwt wnwybi| npwdwpwiwwu dE{uwpwunie)niun:

U-Swppbipwyp sh Ywpnn |hub wwengbu, pwuh np dunnubiphg ng dayp hhywun sk
P-Pwgwhwynnwip hwdwhntus £ de novo wwpengbiu tnwppbpwyh wnlwjniejwun
-Swppbpwyp whwnp t (huh dhwinpnunphwy

Ny \nhy wEuGwnpwuwnnejwu ophtiwy



390. Pnidwnnth NGS ubtiptuwynpdwt pbunp pwgwhwjwnb)  upw Yhuhlwhu
hwdwwwwwufuwu qbuh hwjnup b |phy wEuGwnpwunnyejwdp wwengbiu
wnwnptipwly, nph nwpppwlwiht wiGih $pwbghwynyg (VAF) wpjwu dtg Yuqdnud £
dnnwynpwwtiu 8%: h"usp whwnp £ hwoyh wnub:

U-Twuwwu hGinbpnghgnunnientu

R-dndnghgnwnieiniu

Q-Unpdw| wibh nbitghw, nph wpryniupnd' Runs of Homozygosity
T+-Swoép dwywpnwyh dnquhghqu

391. Npnawyh hwdwfuwnwuh2h fuhuwin punpn? Yihuhlwiny pnidwnnth dnwn
pwgwhwjunyt| £ wndjw gbup hwgywgynin dhuubuu nmwppbpwy: Wn mwppbpwyp
pwgwlwnid £ dbd wnwniywghnu wndjwjutiph pwqwubiphg, uwlwju bywpwapyb) &
nyjw] hwdwfunwuhpny pwqdwehy ns wggwyhg pnidwnniubph dnn: Uju
nbnwywjqws £ dniuyghnuw| wnnwing Yupunp nbnwdwunid, huy niuyghnuw
nwnwbwuhpnyeintuttipp gnyg Gu nmwhu uwhwnwyniguwihu $nuyghwih Ynpniun
ndjw wmwppbpwyh wnywinyejwt ywpwgwnd: N°p wwwgnygubiph
hwdwnpniejniuu £ wdtuhg 2wwn hwunwwnnd nmwppbpwyh ywengbunteniup:

U-Mnwntywghntu hwowfuwlwuntejniup b Yihupywywu ndjwiutpp
R-EYgnunid wmbinwywndp W ynwniywghnu wnyjwiutipp
S-Yhuhywlwu, $niuyghnuw| b wnwniywghnt wwwgnygubpp
Tt-dniuyghnuw| b ynwniywghnu wwwgnygubipp

392. Mnwniywghwind wnlw £ vnwpptipwy, nph hwunhwdwu hwbwhuwywunieniup
qquwihnpbtu gipwquwugnud £ hwgwnbw hwunhwnn, pwpép wubnpwunnyejwdp W
daunbywu hhquunnypjwu nbwpnid wyuywynn gnigwupop: Uju indjuiu wnwyb)
hhduwynp Ypwny yywynud £ htimmywih dwuhu.

U-Nwpngbit / hwjwluwlwu wwengbu punype
P-Pwpnpwy / hwjwuwywu pwpnpwl punye
Q-De novo dwnwugntd



“T-Unqwhghqu

393. Pnidwnnth dnwin Gupwnpynud £ dwnwugwlwu hhjwunnipntu, huy gtutinhy
ptiunny pwgwhwjwnyb £ htug wjn hwdwluwnwuhoh htn wungugywd gliunwd bty
uhunupd twppbipwy: ML hGwnwgnunientuubpp gnyg tu wwhu EYygnuh wuunpdw
pwgpennnd b unpdw| wpwuuyphwwunp qquih twgnud: N°pu b wdbuwhwpdwp
Ggpwlwgnipniup:

U-Upunuhd wwppbpwlyubpp dhon pwpnpwy Gu:

P-Wu nwppbpwyp Ywpnn § |hub] wwengbu, Gt wgnnud £ uwyjwjupugh
gnpdpupwgh Ynpw

S-Uju wmwppbpwyp Ywpnn £ [hub] wwengbu, Geb ntnwyw)wsd £ huinpnuwhu
hwwnyjwéntd

F-Uju nmwppbipwyp sh Ywpnn wanbip uyhwnwynigh $niuyghwih ypw:

394. Pnidwnniu Ypnw £ vnwppbipwy, npu wgnnw £ Eygnup uwjwjupugh Ywunuply
nnunpwjht mbnwdwuh Jpw: N°pu b npw wnwyb] hwjwuwlwu dniGyniywihu
htunlwupp:

U-Lwfjuw-dMuld-h uywjuhugh juwpwpntd
P-GGUh npwuuyphwghwih nidtinugnid
S-Lpndnundubiph stnwpwdhwnnudp (non-disjunction)

Uwhwnwlnigh gbipuptpbiq pninp nbiupbipnud

395. Pnidwnnth dnin hwjinuwpbingt) £ wuhwjn tpwuwynigjwu tmwpptipwy (VUS)
wjuwhup gbund, npp hunwy wungugyws k' pnidwnnih $Euninpwp hbin: Np
wunnuit £ wnwyb| nbinphu:

U-VUS-p hwuwnwwnnid § wfunnpnanudp
P-VUS-p wbwnp £ wdunndwwn YGpwnyd nhinwplyyh npwtiv ywengbu



S-VUS-p, npwbu Ywunu, swbiwp § dhwjuwy oguwagnpdyh npwtiu ybipguwywu
wwwgnyg' Yihupywywu npnonud Yuywgubine hwdwp

-VUS-U wwwgnignud £ dniuyghwih huwpwynp ywhwwundp

396. Pnidwnnth dnuin wnjw E Gupwnpw| dwnwugqulwu hhjwunnigjwup punpny
wpunwhwjunywsd dtunnhw, uwlwju wnyjw| gtup Eygnuubtiph ubipytuwynpnidp
Utugbiph dbpnnny sh puwgwhwjnb) npul wwengbu wwppbpwy: N°p dGfuwuphgdp
Ywpnn £ pwgwwnpb] pugwuwwu wpnyniupp:

U-huwnpnuwjht funpp wbinwywjdwdp tnwppbpwy
P-Ywngqwynphy tnwpptipwy

S-Ywnnigwdpwjhu mwppbpwy
Y-dbpnugjwiutiphg gwulywgwdp

397. Pnidwnniu ntup hunwly wunhghwywghwih htin juwyjwsd tjwpnwpwuwywu
hwdwfunwuhg, uwlywju wdpnne tygndh short-read utipytuwynpdwt wpnynitupp
pwgwuwlwu £: N°pu § jwdwagnyu pugwwnpnigyniup:

U-Eyqndp utipytuwynpnidp pwgwhwjnnud £ Gnwuniyinnhnwjht Ypyunnnipyniutipp
W npwug punjwjunwip

P-Ywpnn E wuhpwdbown |hub) hpwywuwgub) hwnnyy phuwn' Gnwunwytnunpnwhu
Ypyunnniejnitubipp W npwug punjwjunwdp pwgwhwjnbint hwdwn

S-Pnidwnntt sh Jupnn niubbw] nyjw| wiunnpnanwip
T-4ihuhlwu Stunynwhwih wpnynip £

398. Unnn9 wuhwunh dnn pwgwhwjnyb) £ ywengbu nmwppbpwly wju gbiuntd, npp
Ywwywsd £ wnuinnund-nndhtwuwn dwnwugynn pwngytinwihu hwdwfuwmwuhoh hbwn:
Wu wpryntupp jwdwgnyuu pungwgnynid £ npwybu’

U-Upbihniyeinit’ wibnunpnwhy punyeh hwdwlunwuhoh wwpwgwnwd



P-YUpbihniegnit’ hinthnfuwwt Epuwypbuhynigjwdp hwdwlunmwuhoh wwpwgwnid
Q-YUpbihnniu’ |phy weubwnpwunngejwdp hwdwfunwuhoh Wwpwgund
Y-Unpbhniyeyniu’ ns |nhy whubwpwunnypywdp hwdwlunwuhoh Ywpwgwnid

399. Gpbijuwu niuh qupgqugdwu funpp hwwwnnud, gugniudutip, hhwynunnupw W
nhudnpdhy wnwuduwhwwnynipniuubp: Lpndnundwihtu microarray pGuwnh wpnyntupp
pwgwuwlwu £, huYy phpwiuwihtu qbutiph wwubijh NGS ptuwnny sh puwgwhwjnyb)
npul wwpengbu mwppbpwy: Pnidwnnih Yihuplwt wlyuhwjn Gupwnpnud £ gbubnpy

hhJwunnyeniu® gtundh huwpwynp Yupgwynphs W Yunnigwdpwihu
nwppbpwyubph huwpwynp ubipgpwydwdp: Npu b hweonpn wdtuwhwpdwp

nhwnwnpynidp:

U-Udpnng qtundh ubpytuwynpnid

P-Gqpwywgntipiniu, np hhywunnieniup gtiubinpy sk
S-Unyu qbubiph Jwhwuwyp wunpng dwdwuwyny Yplyub|
T-hpwywuwgub] dhwju Ywphnunhwywynpnid

400. Pnidwnnth wdpnng gtiundh ubpybuwynpdwu wpnyniupnd hwjnuwpbipyt| Gu dp
pwuh hwgywagynin nwppbpwlubp, win pynud* Yhuhhuwih hbn Yuwws gbup
dhubtu mwppbpwy: Wb puwgwwinid £ ynwniyjwghnt ndjuijutiph pwquubipnid: Lpw
Ybpwpbpjwy in silico $niuyghnuw| guwhwwndwu Ywufuwnbunwdubpp hwwuwlwu
GU, huy $niuyghnuw| hnmwgnunyeiniuutipp pwgwywynd Gu: FGunwynpnidhg htivn
nwppbpwyh huwpwynp Yepwnwuwlwpgdwu hwdwp n’pu k 6hon dninbignidp:

U-<wayh wnub myjw| hhuunnipjwt ytubnpwuwnnigjwt wunphéwup:
P-Hhunwpyb myjw) gbup gwulugwsd $niulghnuw| quwhwnmdwu npulwu wpyniup'
npwtiu htwpwynp wwengbuniyejwu wwwgnyg

S-Unyw njjwjubiphtu hunbigpt] bwl lmwpptpwyh dwaqdwu b ubgptiqughwih
nywiubinp

Y-Swppbpwlyp nwuwlwpgb) dhwupwuwl wunpng uowuwynyejwt' hwoyh wnubiny
unyu Ypupywjny pnidwnniubiph dnuin npw pwgwywyniyentup



401. ACMG nwuwlwpgdwu upqwsd swihnpnohsubiphg Npn“up Gu quwhwwnnwd
wnwppbpwyh pwgwnwwbiu wwengbu, w)| ns pwpnpwy punyen:

U-PM, PP1, BS4
P-PP3, PP1, BP7
9-PVS1, PS1, PS2
N-PP5, BP5, BS2

402. <bwnlyw| wunnwiubphg n"pu § jwwgnyuu hwdwwwwnwufuwunid
gbubunplwlwu twppbipwyubiph yGpndniejwu

U-Lwjinuwpbipqwd pninp vnwppbipwyubipp wbwp £ ubipwnytiu hhuunnipjwu
ybpouwlwu Ggpwywgnipjwu dby wulwiu hpjwunnigjwu Yihuhluwlwu
npulinpnudubinhg

P-QLundnid hwjnuwpbpwé guulwgwsd niulyghwh Ynpuwnh (loss-of-function)
wmwppbpwyubpp wbwp £ wyunndwwn Yepwny vbpluwjwgytu npwbu wwengbiu
G-Uunpn2 tpwuwynijwt nmwppbpwlutpp (VUS) unynpwpwn s6u ubpwnygnid
wwwnwhwlwu Yuwd Gpypnpnwihu hwjnuwptpnwdutiph (incidental/secondary findings)
hwoybwnynipjniuutipnid

-Ufuwnnpnaohs qtubiinhjuywu Ggpwlwgnipjwu dbg unynpwpwn ubpywjwgynwd Gu
dhwju wwengbu wmwppbpwlyubpp

403. Array-CGH dtennp 8p23.3 ppndnundwjhtu wbnwdwunwd hwjinuwptipnud £ 40 Kb
wnbinwdwuh ophuwyubtiph pUh wybjugnid 6Jwpooh nnunp hwunhuwgnn wnnng Yuny
dnwn: SGundwjhtu lmwppbipwyubiph ndyuijutiph pwquwgh (DGV) unnwgnudp gnyg k
wnwihu, np unyuwlwu wju thnthnfunieginiup wnlw £ wnnng punhwuntp
wnwniywghwih wybh pwu 15%-h dnwn: N°pu b wju wpryniuph hwdwp wnwyb) wbnphu
Ylhupywywu nwuwlwpgnidp:

U-Nwpengbu
P-dwlwlwpwp wwpengbu
Q-Uunpn2 tpwuwynipjwt nmwpptpwy



Pwpnpuy’ wwwnskuutiph pdh thnthnfunieiniu (wnihdnpdbhqu)

404. 2wpgqwgdwu hwwwnnud niubgnn dwulwhwuwly pnidwnnth dnun ppndnundw)ht
microarray htGwnwgnwnipiniup gnyg § wwihu gundwjhtu ujnieh Ynpniuwn 4-pn
ppndnundnud’ gbundwjpu 4,500,000-hg dhusl 6,200,000 uniyinunhnwjhu nhpptpp
(GRCh38 hwywpwlwqy): Nnu § wju wpryniuph hwdwp twuwnbuwd ISCN
wujwuwywnpgdwu 6hoin nmwpptpwyp:

U-arr{GRCh38] 4p16.3(4500000_6200000)xI
P-arr[GRCh38] 4p16.3(4,500,000-6,200,000)x
%-arr[GRCh38] 4p16.3(4500000_6200000)x3
}-arr[GRCh38] 4:4,500,000-6,200,000x

405. ndnundwjhu microarray htunwgnuinipjwu wpmyniupt £ arr[GRCh38]
7q11.23(73330000_74730000)x3: h"us Yhupywlwu hpwypbwy Ywd
Yuwnnigywdpwjhu thnthnfunyenttu £ wpwnwgninid wju pwgwhwjnndp:

U-Yhpgwduh hwdwfunwuhoh htn Yuwywsd dhypnnbitighw:
P-Uhypnnniyhywghw Yhywdu-Pnjptup hwdwhunwuhoh hwnywonid:
F-dwwuwpwyonjwsd hudbpuphw 7-pn ppndnundh tiplwp pUp Yypw:
T-Unqwhly dnunundhw 7 nuypwdnidh udnipnid:

406. Pnidwnniu hwunhuwund £ hwjwuwpwyondws nbghwypny wnpwuuinughwip'
46,XX,t(2;5)(921;931)-h Ypnn, husp hwuwmwingb £ unnwunwpun G-banding
Ywphnuhwwynpdwdp: Grb win pnidwnnih FLIS-U htitmwgnunyh unwunwpu, ny
wnhdnp$d ohgnuniytinnpnwyhu array-CGH dbpnnny, www n’pu b [hubint
ppndnundwjht microarray ytp|ndnipjwt wnuinnund ppndnundwjhtu uywpwaghpp:

U-arr[GRCh38] 2g21(x1),5931(x3)
P-arr[GRCh38] t(2;5)(g21;931)x2



Q-arr[GRCh38] 2921(x1),5931(x1)
N-arr[GRCh38] (1-22)x2

407. Swypwdwuwjht wpjwu LI udnh ppndnundwihtu microarray ybp|nioniejniup
hgwlwu utinh pnidwnnth dnuin pwgwhwjinnwd £ X ppndnundh dnquihy Ynpniuwn: log2
hwpwpbpwygnientup yywjnid £ wju dwupt, np pohoubiph dnunwynpwwtiv 40%-u
ntup X-dnunundhw, hul 60%-p unpdwy k: N°pu £ ISCN-h wujwuwlwpgdwu Ghown
Guwswihp' dnquihynipywt ybpwpbpjw) wyju wpryniupp ubpluywgubine hwdwn:

U-arr{GRCh38] Xp22.3328(1_156000000)x1[0.4]

P-arr[GRCh38] Xp22.33q28(240000_155000000)x1~2

4-arr[GRCh38] Xp22.33¢28(240000_155000000)x1[40%]
(

™-arrf[GRCh38] Xp22.33q28(240000_155000000)x1.4

408. Npnawyh hwdwfunwuhoht punpny hwnwuhoubpny nnwdwnpnnt
ppndnundw)jht microarray htivmwgnuniejwu wpryniupnid unwgywd ISCN
wujwuwlwnpgu niup hbnlyw| nmbupp' arr[GRCh38]
Xp22.33928(240000_155700000)x2, Yp11.2q11.23(2780000_26600000)x1:
huswhuph™u £ wninwdwpnnt ubnwlwu ppndnundubph hwjwpwywgdp:

u-xy
P-XXY
Q-XYY
XX

409. UpwYwu ubinh wwnh wétgywd wduhnwnhly pohoubipnud Ywphninhwywynpdwdp
pwgwhwjwnyt £ 5-pn ppndnundp Yupé nwp nbtghw' hbnwgnundwd pninp
danwdwgbpnid: huswyhup™u whwp £ hup ppowgbubnpyulwu ywnwufuwunwd
Ywphnuhwh ISCN tgwagnpnidp.

U-46,XY,dup(5p)



P-46,XY,del(5q)
4-46,XY,del(5p)
N-46,XX,del(5p)

410. hquwu utinh wwnh wétigwd wduhnwnhly pohoubipnud Ywphninhwwynpdwdp
pwgwhwjwnyt £ 13-pn W 14-pn ppndnundubiph Gplwp nwbph dhwaénynud' hunwy q10
fugdwu hwwndwdubipny, huYy Ywpé nwbpp' pugwluynd Gu: buswhuh™u wbwp k£ (hup
poowaqbutiinnhjuwywl ywwmwufuwunid Ywphninhwh 6hawn ISCN tupwgnpnidp.

U-45,XX,rob(13;14)(q10;q10)
P-46,XX,rob(13;14)(q10;q10)
9-45,XX,del(13;14)(q10;q10)
}-45,XX,t(13;14)(q10;q10)

411. hqulwu utinh ywnnh wbtigywdé wduhnwnhy pohoubipnid Yuwphnuinhwwynpdwdp
pwgwhwjwnyb b ipwgnighs 21pn ppndnund’ nwinwduwuppdwd 50 pohoutiphg 20%-nud:

huswhuph™u wbwp £ |hup poowgbubnpyulwu ywwnwufuwund Yuphnnhwh dhawn
ISCN Upwgpntdp.

U-tris 47,XX,+21[10])/46,XX[40]

P-mos 46,XX[40]/47,XX,+21[10]
Q-mos 46,XX[50)/47,XX,+21[20]
V-dup 46,XX[40]/47 XX, +21[10]

412. dwnwugwlwu pwngytinh qtutiph wwub)p TP53 qbunw hwyjnuwpbipnid £ day
untylinunpnwihu ginthinfunyeinit’ NM_000546.6:¢.818G>A (p.Arg273His): <aunlyw
wunnudubiphg n"pu £ 6hoin tlwpwgpnid wju nwppbpwyp.

U-Uw untiubuu dnunwghw k, npp hwugbigunwd £ pS3 uwyhwnwynigh upuptgh
qunwdwd punhwwdwup:



P-Uw uhunupd vwpptipwy £, npp wwhwwund £ wild-type wpghupt wdhuwpeniu:

S-Uw dhuubuu dniinwghw £, nph nbwpnid Ynnwynpnn +ula-h 818-pn nhppnid
gniwuhup thnfjuwphuynid £ wnbupuny' wpghupup ytpwdting hhuwnpnhup:

TUw pupebpgdwt opowtwyh nbinwowndny nintlygynn dninwghw k£, npp wtinh &
ntubunwd hunpnuph uwhdwunid:

413. Pnidwnnth dnin HGVS upwgpnudu ' NM_000059.4:¢.5932G>T (p.Glu1978*): h™uy
£ uowuwynid wuwnnwuh? (*) upwup uyhunwynigwihu dwwpnuyh wujwuwlwnpgned:

U-Swppbtipwyp unp hwjmuwpbpdwsd thnthnfunye)niu &, npp pwgwywynwd £ gnomAD-
nud:

P-YUnnnup thnhnfuyb £ Ynnwydnpbing wuhwjun Ywd ng dhwpdbip wdhuwepent:
S-Unwowgti| E npwuuywghwih wjwnpwh (unnw) Ynnnu:

-Swppbipwyp wnbnuywjws  dnudnphjuwgdw fupun wywhwwunnuywu
nbnwdwuntd:

414. Yhuwnng $hppngh hwdwp bwfuwwnmbujwd NGS hGinwagnuinie)niup
hwjinuwpbipnd £ NM_000492.4:¢.1521_1523del (p.Phe508del) nmwppbipwyp:
Ywnnigwdpwihtu Ywd mpwuugwghnu h"us wanbgnyeyniu § uwpwgpnid wyu
ynuypbwn wujwuwywngn:

U-Uty uniyininhnh nbitighw, npp hwugbigunud £ pupbingdwu opowuwyh
wudhowlwu nbnwowndh b Junwdwdybn unnw-Ynnnuh wnwowgdwu:

P-Gpbp hwonpnwlwu unytninpnutiph nbitighw' pupbngdwu spowuwyh
wwhuwwudwdp (in-frame), nnp hwugbligunwd £ $Gupjwwupup dty duwgnpnh Ynpuwnh:

&-10-pn Eygnup wdpnnowwu nbijtighw, npu wdpnnoniejwdp ytpwgunid £ CFTR-h
$niuyghw:

“-funpp hunpnuwiht nbighw, npp thnihnfunad £ uwyjwyuhtigh pwptywd (Ynhwinhy)
wnbnwdwup:

415. qbubunpywlwu funphpnwnynipywu hhduwlwu tywwnwyu £



U-Oqub| pnidwnniubphtu hwuwuw| qgutinnhjuywu nbnGywunynieginiup b uwjwgub)
wnbintywgywd npnonidubin

P-Ninnnpnb| pnidwnniubphtu nbiwh ypwpunwnpnnuywuniejwu npnawyh npnadw
G-Pnfuwphub| pdoywywt pnidnwip
T-Gpwotuwynpbi Ynuypbn wpnyniup

416. Stutiimhlwlwu fjunphpnuwunynyeiniup hnbwjwywu nbwpnd wbwp k |hup.

U-Ninnnpnnn

P-Ng ninnnpnnn W ywghGuwnwyGunpnu
S-Lhdudwd dhwju jwpnpwwnnp indyuijutiph ypw
T-Uwhdwuwhwlyywd pdholubpny

417. Pdhoy-gtubinplyp wbwp £ pwgwnpp’

U-Uphwju wndbpp
P-Uhwju jwpnpwwnnp dbpnnp
S-Uhwju pnidwnnth wiuinnpnanwdp

-(Funwynpdwt punypep, dwnwugdwl wnwuduwhwwnynientuttipp, nhuybnp,
uwhdwuwthwyndubpp b hGnbwupubpp

418. Qtutiinhywlwu hbunwagnunipjwu Yybpwpbipjw| wnbntlwgywsé hwdwdwjunyentup
wbinnp £ ubipwnp.

U-Upnyntupubiph putwpydwu wuhpwdtionnieiniup
P-Uhwju hGnmwgnunyejuu wuyjwuntdp
F-Uhwju wpjwt udnpwndwt pupwgwywpgp



-Cuwpwynp ognunubipp, nhuytipp, uwhdwuwwynwdubpp W hbunbwuputipp

419. <hJwunnipjwt YpYunipywu nhuyp hwodwplyynud § wnwudhu’

U-3nipwpwuginip hnhniejwu hwdwn

P-Uhwju wnweohu hnhnypjwu hwdwn

S-Uhwju wunmwhwnpywd hnhniejniuubph nbwpnid
“t-Cuwmwuhph pninp hnpniejniuubiph wprynwpubph hpdwt ypw

420. Yjhupyulywu gbubnpyuwnd Pwjbujwt bpnidnypiniut ogunwgnpdynid £

U-Pwgwhwjnwd tnwppbipwyh ypwnwuwlwpgdwu hwdwn
P-Lhwunnipjwu nhuyp yepwuwybine hwdwp' hphduybing wnlw ndjwiubph Jypw
S-Lhjwunniejwu nhulyp punnwuppnid npnoGint hwdwp

-Lhjwunniejwu nhulyp npnatiinig htwunn 6hon gbubinhlwlywu piunwynpnid
wnwownybnt hwdwp

421. Cunwjuwd uyphuhugp Ywpnn £ qguwhwinb.

U-Uhwju dedwhwuwlubiph dnin hwunhwnn pwngytinh wGuwyutp

P-Uhwju dtYy hhjwunniejntu

S-Uhwju ppndnundwjpu inppundhwubip

T-Pwqgdwehy ntigtiuhy U X-ppndnundh htwn onpwjwygywd hhjwunnyeiniuutip

422. SEubnpywywu funphpnwunynipjwu pupwgpntd whwnp £ putwnpyyh htnlywih
hwjwuwywuntpjntup.



U-Utuwwubh Ywd ywunwhwlwu pwgwhwjinnwiutp
P-Uhwju uywuynn wpryntupubip

Q-Uunpn2 wpryntupubiph pwgwnnid
Y-Gpwotuwynpywd wiunnpnond

423. Fbubnplulywu punh pugwuwlwu wprynitupp Lpwuwynd E, np’

U-Stubinplwlwu hhywunnieiniup dhoin pwgwnynid k

P-UbYuwpwunipniup Ywiujwsd £ hhjwunnieiniupg b pliunh qqujnitunte)niuhg
Y-Nuwghbuwnp |hndhu wnnng £

T-Cunwubwu wuwdubgp Upwlwynyentu snitup

424. dbubunpywlwu pbuwnh npwlywu wpryntupp wbwp | deluwpwudh’ hwayp
wnubny.

U-Uhwju pbpwwlnpy Gnwuwyubph wnywjnygjwi nbwpnid
P-Unwug Yihupywywt hwdwwnbipuinh

S-Yhupywlwu hwdwwnbpuwnp

-Uhwju pnidwnnth nmwphpp

425. dbubnphlulywu phunmwynpnip unynpwpwp whwp £ hpwywuwgyp'

U-Uphwju punnwuphph hwdwdwjunipjwdp
P-Unwug hwdwdwjuniypjuu

F-Pwuwynp hwdwdwjunipjwdp
"-Sbntywgywsd gpwynp hwdwdwjuntejwdp



426. Fbubinpljwywu phunh wpryniupp hwpwqunubpht wtwnp £ hwnnpnyp'

U-Pnidwnnih hwdwdwjuniejwdp W dhounpnnipjwdp hpwlwuwgynn wwunowbd
hwnnpnwygniejwu Ywd dwutwghwnwywu gnpdpupwgutiph dhongny

P-Lpwwwpwlwipu mbinwnpdwu dhongny
S-Unghwjwlwtu gwugbipny Jwd EilGyunpnuwiht tnwppbipwyny
T-Unwug uwhdwuwthwynwutiph pwgwhwjmdwtu dhongny

427. Lwtupwu gbundh hwonpnwlwuniejwu npnanuip (ubpybuwynpnudp)’
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