LurNrusSnr a6LEShuu

1. FL(e-h onpwjh S-dwjpp Ynpnud k
U- Uqwun hhnpopup funtdp

P- dnupwnwyhu funwdp

S- Mthpnund

- Udhuwppent

2. FU(3-U nwuh punhwunip

U- “Hpwlwt |hgp

P- Pwgwuwlwu |hgp

9- 2tigqnp |hgp

T Pnihinfuwlwt |hgp' Ywfuws swihuhg

3. N°p hwonpnwlwunyeyniuu  Yndwtdbuwnwnp 57-ATGC-3" onpwjhu
U- 5'-TACG-3"
P- 57'-GCAT-3"
Q- 3'-TACG-5'
N 3'-ATGC-5

4. huwnpnup

U- Stup Ynnwynpnn hwndws k, npp dhon Gupwyw L npwuuywghwih

P- GGuh Ywpgwynphs hwonpnwlwunypjwu nbuwy L

Q- YUl3-h nbiyhywghwjh dbpdGun k

T Qtup synnwynpnn hwwnyws k, npp Yndwyhdbunmwp hwndwdp htinwgynid
Uwluw-dMtufla-hg (pre-mRNA) wnpngbuhugh pupwgpntd

5. Ujnbpuwwnhy uwyywyuhugp Ywnpnn £ hwugbgub)

U- Uty gbiupg Ynnwynpynn wnwppbip LI/ uwyhnwynigwihu wprynitupubiph
wnwowgdwup

P- FULl3-h nbwhjwghwjh dwiunndwup

G- Lpndnundubiph YpYuwwywwnydwup

+ FU(3-hg pninp huwnpnuubiph hnwgdwup

6. Spwuuywghwjh unwpwn-Ynnnup unynpwpwp hbGnlyw|u £



U- UAA
P- AUG
G- UGA
T UAG

7. Nppwt E dwpnnt hwwnhn qtundh dnunwynp swihp:
U- 3,2 dhjhnt U.q.

P- 3,2 dhjhwpn u.q.

%- 6,4 dhjhwpn U.q.

- 32 dhjhwpn U.q.

8. Uwpnnt giundh np wnnynut £ wudhowlwunptu Ynnwynpnid
uwyhwnwynigubip (EYygnuwjhtu hwonpnwywuntejnil):

U- ~1,5%

P- ~10%

Q- ~25%

T ~50%

9. "YUL(3-h n’p hpdpbph gniquynpnidu | wwhwugnud bpbip opwduwihu Yuw'
Ywyniwwuwnt hwdwn:

U- Untuphu U phdpu

P- Unbkupu W nipwghy

Q- (¢hdhu b gniwupu

+- Gnwwupu b ghninghu

10. Cuw ubpyw ndjwubph’ pwup” uwyhwnwynig Ynnwynpnn gbu Yu dwpnne
gbundnid:

U- dnwn 10000

P- dnw 20000

G- dnwn 50000

- wybih pwu 100000

11. 2Qupqwdh Ywunup hwdwdwju, Grb dwpnnt gGundp ywpniuwynud £ 30%
wnbuhu, www nppw’u £ gnuwuhup uywuynn winynup:

U- 20%

P- 30%



S- 40%
- 70%

12. N°p Gpunypu £ pugwwpnud, pE huswt v Ywpnn £ dwpnne gbundu
wwwhnyb] wybh pwu 100 000 wmwppbip uyhwwynigubph uhuphbq'
uwyhwwynig Ynnwynpnn punwdtup dnuin 20 000 qbubphg:

U- Eyhgbubnpyuywu |ntignid

P- Ujinbpuwwhy uthjwjuhug

Q- GLundwjphu hdwypphuwnphug

- <ndning nGyndphuwghw

13. N°p wbpdhuu b uwhdwund npnpwyh gbup Ywd (nynwh wypunpwupuwhu
aup:

U- Stunwinphw

P- dEunnpy

G- Uk

- Cwwnuinhw

14. huswt"u £ Ynsynid Uy ppndnundp Jpw dhwuptu dwnwugynn

2nprwjwlgyws wikutph Ywd dhwuniytinnhnuwiht wnihdnpdhqdutinh (SNP)
pLnYp:

U- Stununphy

P- Ywphnunhy

G- dhuninhy

- Cwwynunhy

15. YUf3-h n’p Yplyuynn hwindwdubipu Gu hwyinuph npwbu «gunynn gbutip» U
Ywqunwd GU dwpnnt gbundh gpbiet Ytup:

U- Spwuuwngnuubip

P- f3Lndtpubin

Q- Uhypnuwwntijhinubp

- huwnpnuubp

16. N°p dnjtynyubpu Bu dwnwynd npwbu Yunnigywdpwihu dhony, nph onipy
UpYuwyh ninpynid £ YLUIA-u' unybnundubp duwynpbint hwdwp:
U- SGuwnpndbipubip



P- Lhunnuwjhu oywnwdbpubp
G- YulS-wnhdbpwq
T <Gupwjhu uwyhwwynigutip

17. 0°pu £ dwpnnt gbund ypndnunnpwihtu hwindwsdh nbipp:

U- Uju wgnwpwpnw £ npwuuyphwyghwih wwpunp:

P- Uju tupwpyynud £ mpwuuywghwih' yepwddbing uyhwnwynigh:

Q- Lpwu Yuwwynud £ NL-wnihdbpwqu' npwuuyphwyghwt uyubine hwdwp:
T WU ywonwwund £ dMLIG-U pwjpwinidipg:

18. N"p gbundwihtu hwunywdubpu Bu ywpniuwynd Yund, Ypyuynn
hwonpnwywunieniuutip (1-6 qnyg hhdp), npnup jwjunptu ogwnwagnpdynid Gu
YU ypndhwynpdwu dby:

U- LINEs

P- SINEs

Q- Mulnngbutip

- STRs

19. h"us | yulinngbiup:

U- YUl3-h ng dniuyghnuw| hwonpnwwunipniu, npp udwu £ $niuyghnuw
qtiup

P- dhpnuwjhtu qbup wdpnnontejwdp dnwwnwghwih Gupwplyywsd b ubpnpywsd
hwwnwd

S~ Uhwju uwnduwjht qupqugdwu pupwgpntd Epuwyptuwynpynn gbiu:

- Uhupbtitnhy uyhwnwynig Ynnwynpnn gbtiu:

20. Np gbubnphywlwu mwppbpwyubpt Gu uwhdwudnd npwtiu 1 Kb Ywd
wybh dtd swithh Vuld-h hwwnywdutip, npnup Ywpnn Gu niubuw wiGiutph
nwnpbp pwuwynegynw (0, 1, 2, 3, 4 U wyju)' hwdbdwwnwsd gbundh djniu
hwwnywdubiph htwn:

U- Uphwunwyininhnwjhtu wnihdnp$yhqd (SNP)

P- Pnihnfuwywt pyny hwindwdubtin (CNV)

G- hunkj (Indel)

- MnpGpwnuntywtu tpwtuinwghw



21. Pdojulwu gbubnpyuwynid h°us £ upwuwynid «wuhwdwuwpwlyohn
onrwjwlygnid» (linkage disequilibrium) wnbtipdhup:

U- Mnwniywghwjnd witijubph ywunwhwlwu pwatunt:

P- Uhwnngh pupwgpntd ppndnundutiph $hghlwlwi fugnid:

G- ULY ppndnundh ypw gunnuynn wmwppbip (nynwubipnud wiGiutbph ng
wwwnwhwlwu gniquygnid:

- Utjngh pupwgpnwd pnyp ppndwinhnubiph sinwpwdhwnybip:

22. Uwpnnt ppndnundutiph n’p opowitt | punipwagpynid gbubph db6é pwuwyny
U wiwnhy inpwtiuyphwghuwyny:

U- Uwwnbijhinwihu Hula

P- LGwnbpnppndwwnhtu

G- SGuwnpndtipwihu opowtutin

- Enippndwiinpu

23. huswb"u Gu ng Yynnwynpnn MFLIS-ubpp (oppuwy' JhypnMura-ubkipp)
Ywpgwynpnud dwpnnt qtutiph Epuwyptiuhwu:

U- Uphwuwiny Yndytdbunwp dNFLIG-ubpht’ wpgbwynd Gu tnpwiuujwghwu
Ywd jupwuntd npwug pwjpwnwip:

P- ®nihnfubiny FUIS-h dwinphgwht onpwih gbubnpyulywu Ynnp:

Q- Cwunbtiu quiny npwbiu nhpnundh Yunnigwdpwjhu wnwnpptip:

- Ywuwnwihgbiiny tule-h nbwyhywghwu:

24. h"us | wnbinh niubunwd hpunpnup wuthnhinfu GT-AG nhunwyininhnubiph
hwwnywénid uwwjuhugh Ytunp dninwghwih nbwpnid:

U- Spwuuyphwghwt sh uluynid:

P- vwugqupywd uthjwjuhug, npp hwugbigunid £ hunpnuph ywhwwudwup Yuwd
tyanup pwgenndwup:

G- Mpndnwninph hhwbpdbGehjwgnid:

- Jwnwdwd wynihwnbuhjugnd:

25. N°pu £ dwpnnt gundh CpG Yngquyubipnud Yula-h dbphjugdwu
YGUuwpwuwlwu Uywuwynipejniup:

U- Mthwhhwghwih uyqpuwlbinp tpwgntip:

P- ULl3-h tipyanew fugnudubip wnweowgubp:

%- GGuh Epuwypbuhwu Gubp Ywd |ntgubp:

T Spwuuywghwih wpwgnientup dadwgub|n:



26. N"p dbfuwupquu £ wwwhnynid dwpnnt wpwywu b hquywu ubinh
utipywjwgnighsutiph dnwin X-ppndnundht 2npwjwlygywsd gliutiph pwuwlywywu
nwppbpnentuubph $niuyghntuw| thnfuhwwnnigndp:

U- Uwjpwlwtu X-ppndnundh hdwypphuwnhug

P- Y-ppndnundh hhwybtpwYywunhywgnid

G- Unwwnnund ppndnundh gliubipph Epuwypbupw)h ujwqbtignid

- X-ppndnundh htwyunhywgnid (lyonization)

27. N"p dbGjuwuhquu | uupwgpnid deYy dunnhg dwnwugqqwd wibh donwywu
ns $niulghnuw| Ywpgwyhbwyp' Yura dbphjugdwu dhongny:

U- SGundwjht hdwyphuwnhug

P- Wpunpwipwht uwjwjupuqg

G- Uth nnqujht Yndwbuuwynpnid

t- Ujbth nhppwijht Eptlwn

28. N"ppwu £ ppndnundubiph punhwunip pwuwlyp winwdwpnne unpdw
ubipduwpgontd:

u- 22

P-23

Q- 44

1- 46

29. Lpndnundh n’p mbuwlu niuh dwjpwdwuht pwwn dnn nbnwywyjwsd
gbuwnpndbn, hush htinlwupny p nup gnpduwlwund pwgwlwynud £ b wnlw
GU dhwju uwwnbihwnubp:

U- Ubkwnwgbuwnphy

P- UnipdGinwgbunphy

9 Uynngtiuinphly

- Skingtuwnphy

30. Lpqwdubphg Npn"up U wwwnwunw dwpnnt wypngbunphy
ppndnundubiph fudppu:

u-1,2,3

P-40L5

3-X,9,10



13, 14,15, 21, 22

31. N°p wmbpdhuu £ uywpwgpnd hwwnpn ppndnundwiht hwjwpwywqgdh
G2aphwin pwqdwwwunply wybjwugnidp (op.' 3n = 69):

U- Mnhwyinhnhw

P- Uubtinuynhnhw

Q- Ununundhw

“+- Unquhghqu

32. N°p YGuuwphdhwywu dbwihnfunwu | hhduwywund ywunwufuwtwwnnt
gbundwjhu hdwyphuwnhugh dajuwuhquiny qbubiph tpuwyptiupwh (nbGgdwu
hwdwn:

U- <huwnnuubiph $nudpnphjugnid

P- TUf3-h dGphjwgntd

G- UnwyGnundubiph YpYuwwywmnynid

- FLI3-h huwnbipdtptiughw

33. X b Y ubnwywu ppndnundubiph dwjptipnud ginuynn wulinnwinwinnund
opowuubipnd (PART U PAR2) h"us gbubiinplywlwu hpwnwpdniyeyniu £ wnbinp
ntuGunwW wpwywu dbngh dwdwuwy:

U- SGubiph wywnhy npwuuyphwghwt wdpnnontejwdp nwnwnnd k:

P- X ppndnundp huwywmhywgnudp nmwpwdynid Y ppndnundh Ypw:

4~ <ndning nbyndphuwghwt nbnh £ niuGunw unpdw:

- Lpndnundutipp Gupwpyynud Gu dounwlwu fugdw:

34. Qtup'

U- YU(3-h niuhyw| Ypyuynn hwonpnwywunipniu k

P- Eygnuutiphg U hunpnuubiphg Yuqdywsé LIS hwonpnwywunip)niu L
G- MFLI3- Ywd YUlSF-npwluwngnuwiht dwadwu FLI3-h
hwonpnwlwunip)ntu £

- hMLIS Ywd wynihwbiywnhnwihtu onpw Ynnwynpnn HuI-h hwndwsd k

35. fbindbpp pwnyugwsd £

U- -TTAGGG- ypyuynn hwonpnwywunieiniuhg

P- Upw-uwwnbihnwihu hwonpnwywunipniubiphg
Q- YUnnwynpnn gtiubiphg



- GC-hwpniuwin hwonpnuwlwunieiniuutiphg

36. hdwyphuwhugh Gupwpyywsd opowuubppu punpny £
U- Bpluty Epuwyptiuhwu

P- Uti-uwtigh$hy Epuwnbuhw

9- Epuwptiuhwh pugwlwynipinip

- Epuwypbiupwjh uqwqnwdp

37. 6pb hdyphuwnhugh nbwpnd qbut Epuyptiuwynpynid £ hwjpwywu
ppndnundnud, www Jwjpwlwu ppndnundh ypw wyn gbup’

U- Hpw Epuwypbuhwu npng swihny ujuqud k

P- Muh wybh pwpép Lpuwypbuhw

S~ Unyuwbiu Epuypbuwynpynud |

“+ 2h Epuypbuwynpynid

38. Gtubinpywlwu hudnpdwghwih wwhwwunwip pohoubtiph ubpniunutipnid
wuwwhnyynud £

U- My hlwghwu

P- Uwwjuhugp

9 Spwuulyphwghwu

- Mpngbiupugp

39. Np ppndnundw)phtu Yytipwlwnnigdwu hwdwp GU wuhpwdbiown
wnwybijwagnyu rYyny fugnidubip

U- huwnbpuinhghw| nbitghw

P- huubipghw

S Mphgunphy huytipupw

Y- (tindbpwjhu nbitghw

40. Unipgbunpndbpwihtu hiinbpnppndwnpup undnpwpwp punyugws £
U- Spdwsd yplyuynn hwonpnwlwuniejnitubinhg

P- Nwpluw (Gquyh) hweonpnuwlwunieiniuutiphg

&~ Swunbid Yunnigwdpwjhu Ypluynn hwonpnwlwunieiniuutinhg

- Sphwiwnwiht Yplunipiniuutinhg



A1. Nywpwdwunipwwgnyu dwnwagwRuUbphg Juwuywd Yul3-h
nbuhywughwih dwdwuwl wnwowunwd U ufuwjubp, npnup hwugbgunid Gu'
U- Lpndnundwjht dninwghwubph

P- Qtuwihu U gundwjphu dnunwghwubiph

%~ GGundwjphu dniinwghwubiph

+- GGuwhu dnuwnwghwubph

42. SNP uniytninphnwhu wynipdnp$hqdp htnlywiu £

U- Swppbp dwpnywug dhou gbundh npnawlh nhpptpnd ula-h dby
untyGninhnh nwppbipnigyniuutip

P- Swppbip dwpnywug dhol qbubtiph Gpluwpnyjwu twppbipniejniuutin

Q- Swppbip dwpnywug dhol gbundh utipunwd VFuld dh pwuh unwyGninhnutiph
hwonpnwlwuntejwu wmwnppbipnieniuubp

- Uwyhunwynigwiht hwonpnwywunipjwt wnwppbpnyeiniuutip

43. huswb"u £ Ynsynid YUla-h wyu opowiun, nphu Yuwwynid £ LIS
wnhdbpwanp' mpwuuyphwyghwu uyubine hwdwp:

U- Stop Ynnnu

- Mpndnwinp

Q- huwnpnu

- Eygnu

44. h"us nuinnnipjwdp | pupwunud unp LIS onpwih uhupbgp nbwhywghwih
pupwgpntd

U- Upwdwdwuwl' GpYynt nuinnnipyniuubpny

P- 3" dwnphg nbiwh 5* dwyp

S- 5" dwyphg nbwh 3’ Swjp D Mwwnwhwlwu ninnnypjwdp

45. CNV-ubiph (copy-number variations' thnthnfuwwu pyny hwindwdubin)
JGpwpbpjw) n"p wunnuwu k£ 6hown:

U- “tpwp pungpynid Gu dhwju dYy qbiu

P- tpwup dhwju pwpnpwy wwppbipwyubp Gu b uwywsd sGu
hhjwunnipnituuph htiwn

S- Hwup hwjwuwpwyonjwsd Yyapwnwuwynpnwdubip Gu

+- THpwup gbundwihu 2powtutiph nnuwyhjwghwubip wd nbltghwubp Gu,
npnug swihtipp Ywpnn GU mwwwuybi 1 kb-hg dhusl dh pwuh Mb



46. <btwnlyw| Gpunypubiphg n"nu £ wwwhnynwd dbingh pupwgpnid hndning
ppndnundubiph owunhdw| qnyqwynpnudp b unpdw| tnwpwugwinnidp:

U- Snipwpwuginip ppndnundnid by Ywd wybih fupwgqdwih wnywnie)ntu
P- Snipwpwtgnip ppndnundwht pUntd Gpynt Ywd wybijh fjuhwqdwih
wnlwynipjnLu

4~ uhwqdwh nhunw] mbnwywjnd ppndnundwihtu nwuntd

- 2pndnundubiph gnyquynpnid gunpndGpubiph 2powtncd

47. <bnlyw| hpwyhbwyubphg n"pnud £ nhundnid deninpy nEyndphuwghwip
wdblwpwpép hwwhuwywunte)niup:

U- Ywuwug dnin' mnuwdwpnywug hwdbtdwwn, ghunpndbpubph hwpwyhg
hwwnywdubipnid

P- (&tndbputiph hwpwyhg hwndwdubpnu' gunpndbputiph hwpwyhg
hwwnywdutiph hwdbdwin

Q- Stuwnpndbipubiph hwpwyhg hwndwdubipnd® inbndbpubiph hwpwyhg
hwwnywdutiph hwdbdwin

Y- Snwdwpnlwug dnn' jwuwug hwdbdwwn, giunpndbpubph hwpwyhg
hwwnywdubipnid

48. Rpndnundh n"p hwndwdt £ ywounwwund VYula-u U Ywutunid
ppndnundubiph dwyptipp' dhdjwug dhwanynudp:

U- Stuwnpndbp

P- Unipuinbindtp

G- (atiindbp

- Udw-uwwmnbihinwihtu opowt

49. (atiindtpubiph ybpwpbpjw| hGnljw| yunnwutphg pninpp 6hawn G,
pwgwnnipjwu dtyh: N°pu £ ufuw] wunnp:

U- atndtiputipp Yuwquywé Gu TTAGGG unwytinnhnwjht hwonpnwlywuntejwu
YpYunipjniuubinhg:

P- YUI3-h jnipwpwtgnip nbiwyhywghnu ghyh pupwgpnid phindtpubpp
Ywpbwunud Gu:

Q- (atiindbpubipp Ywufunw Bu ppndnundubiph dwyptpp' dhdjwug dhwanynudp:
- (abndGpubpp Ynnwynpnud Gu Yuwplnp gbiubp:



50. UGjngh wnweht thniynwd ppndnundp Yuqddwd £ Gpynt pnyp ppndwnhnhg,
npnughg jnipwpwiusinipp Yula-h day dniGyny £ Lwup” ppndnund k (hundd I-
hu dtjngh wywpwhtu jnipwpwgnip poontd:

U- 23

P- 46

Q- 22

1 92

51. Ubjngh wnweht thnynwd ppndnundp Yuqddwd £ Gpynt pnyp ppndwnhnhg,
npnughg jntpwipwitginipp Yura-h dby dnityny b Lwup” ppndnund & |hunid 1I-
nn dbjngh wwpwnhu jnipwpwuginp poonid:

u- 23

P- 46

Q-22

T 92

52. Utjngh I thnynd ppndnundp uqddwd £ Gpyne pnyp ppndwnpnhg,
npnughg jntpwpwgnipp Fufe-h by dnityny £ Gpp | ybpwlwugquynwd
pnpndnundubiph nhwnhn pwuwyp poonid:

U- Uybpdwunngbiubigh dwdwuwy

P- Pinduwynpdwtu dwdwuwy

4- Utyngh dtwnwdwq lI-hu

- Utjngh wuwdwq lI-hu

53. Untinnund-nndhtwuwn hwdwfunwuhoh wwpwgwnd, hpdwun b
htintipnghgnun dunnh L wnnng djntu dunnh jnipwpwsinip wwnnh dnun
wwenqbU wmwppbpwyh dwnwugqdwu nhulyp Yuginid

U- 0%

P-25%

G- 50%

T+ 100%

54. Untinnunu-ntigtiupy dwnwugdwt nbwpnwd pnidwnnth dnun
wwwnwufuwuwwnt gbuh U6y ywengbu W d6Y hwjwiwlwu ywengbu
wnwppbpwlubph pwgwhwjndwt ywpwguwinud gliutitnhy eGuwnh
wwwnwuluwund gpdws Ggpnypubiphg N°pu | 6hawn

U- GpYynt mwppbpwlutipp dhwupwuwly gunuynwd Gu trans nhppnid



P- sh hwunwwnynd hwdwfunwuhoh gliubinpy whunnpnanwdp
S- hwuwnwwnynud £ hwdwfunwuhoh Yihuhlwlywu wfunnpnandp
- tGpynt mwppbpwyubpp Yupnn Gu gunugb) cis Ywd trans nhppbpnwd

55. Untinnund-ntigbuhy hhjwunnipjwu wwpengbu gbubunhljwlywu tnwppbpwy
Ynnnp unynpuwpwp niup

U- Mwpengbtt lmwpptipwyh hbwnbpnghgnun Yupgwyhtwy

P- Mwenqbu nmwpptipwyh hndnghgnun Yupgwyhbwy

G- Mwengbiu nmwpptpwyh htdhghgnun Yupgqwyhbwy

- Mwpnqgbu nmwppbpwyh unyhund (nullisomic) Yuwpgqwyhbwy

56. X-onpwjwygywd ntgtiuhy hhjwunnieniuutipp wybh nwpwddwsd Gu
wnnwdwnpnywug dnwn, pwuh np Upwup niubu

U- SYjw| gbuh ywpengbiu mwpptpwyh Gpynt oppuwy cis Yupgwyhbwynid
P- SYjw| gbiup wwengbu twpptipwyh dGYy ophuwy

S- SYjw| gbiup Wwwengbu twpptipwyh Gpynt ophuwy trans Yuwpquyhbwynid
- SYjw) gliup Gpynt ywpengbu nmwppbpwlutph Yndwywniun hbGnbpnghgnun
Ywpqwyhéwy

57. Snhdwéwnh ybpnwdnipntup hhduwlywunwd Yhpwnynd

U- Utugbiph ubipytiuwynpdwt wprynwupubiph yGpuinnigdwu hwdwn

P- Pwgwhwjnywd gbubinpyulywu tnwppbpwyh nwuwlwpgdwu hwdwnp
Q- Jdbpinwdtint dwnwugqdwu inbuwyp punwuhpnid

T Pwgwhwjnywd gbubinphyuywu tnwppbpwyh dwandp hwuwmwnbint
hwdwn

58. Lunwubwu wnnhdwdwnp gnyg £ wmwihu dh hwwnlwuh, npp sh
npulinpynud pninp ubipniunutipnud, hwjwuwpwwbu wgnnud £ U
nnwdwpnywug, U jwuwug ypw, U hwbwfu h hwyn £ quihu wnnng wgqguyhg
dunnubph ubpniunubph dnin: Npu | dwnwugdwt wibtwhwjwuwywu
Gnwuwyp:

U- Unwtwnnund-nndphuwuwm

P- Uhwnpnunphw

G- X-o2npwjwygywsd nndhuwuwnn

- Ununnund-ntigbiuhy



59. N"pu £ dwpnywug dnin dhinnpnunphw| dwnwugdwu hhduwlwu nphwp:
U- Uwjpwlwu

P- <wjpwywu

G- Untinnund-nndhuwuwn

- X-ppndnundh hbwn onpwjwlygywsd ntigtiupy

60. <pjwun nnwdwpnp gbutimhluwlwu hpjwunnieginup thnfuwugnd k£ pp
pninp nnwuwnpbphu, uwluwu ng dh npnne: dwnwugdwu n’p mhwu b uw
nwuwlwunpbiu gnigunpntd:

U- X-ppndnundh htwn Yuwwywd ntigbupy

P- X-ppndnundh htin onpwjwlygywd nndhtuwuwn

4~ Ununnund-ntigbupy

- Y-ppndnundh htin onpwjwlygywd (hnjwunphy)

61. Gt nwuwlwu wninnund-ntigbuhy hhywunniejwu dninwghwih Gpynt
Ypnnubip (htwbpnghgnnubip) Gpbluwubp Gu niubunud, www nppw’u &
hwywuwlwuntejniup, np jnipwpwusinip GpGfuwu Yihuph Ypnn:

U- 100%

P-25%

Q- 50%

Y- 75%

62. N"n wbipdhuu £ uupwagpnud wju Gplnyep, Gpp dhltungu hhdwunnieniu
hwpnignn guninhwu niuignn wuhwwnubiph dnwn npubunpynud Gu Yihupyuwu
swupniejwu twppbp wumhbwuubp Ywd mwppbp wiunwuhoubn:

U- Ny inhy wbubunpwuwnnie)niu

P- UjGjwihu htimnmbpngbunte)niu

G- Lnynwuwjhu hbinbpngbunyeiniu

- Pnhnfuwywt Epuwyptupynie)niu

63. Uuhwunp dwnwugnid £ dnunwghw wnunnund gbunud, uwwju
hhwunnigjwu npuk Yihuhywlwu wfunmwuhg sh npulinpnud: Uhugnbin upw
tpGluwu dwnwugnud £ unyu dnunwghwt b dnp ptpnud hhjwunniejwu
lhwndtp Yihupywlwu wwunlbpp: Uw hGnlywih ophtwy

U- Ny nhy wbubitnpwuwnniejniu

P- ®nthnfuwywt Epuwyptupynie)niu

4- Ubnwlwu pohoutinh dnquhghqu



+- YUnnndhuwuwnnieintu

64. Snhdwdwnp gnyg Lt wmwihu, np hhdwun dwypp nplk hwwnywupy §
thnfuwugnud hp pninp Gpbluwubppu (W npnphubphu, W nnwwnpbppu): <hdwun
hwypbpp Gppbip wyn hwnlwuhop sGu hinfuwugnud hpbug nplk ubpunp: N°pu |
dwnwugdwu inwuwyp:

U- X-2npwjwlgywsé nndhtwlwn

P- dhuinpnunphw

G- wnwwnnund nndhuwtwn

T Y-onewjulygywsd

65. <twnbpngbunipjwu n"p wbuwlu E npulinpynud, Bpp (hndhu wwpptip
gbiubph dnunwghwutipp hwugbigunwd Gu dhuunyu Yihupywwu punnhwhu:
U- Ujtjwjht hbinbpngbunieniu

P- Yhupywlwu htwntpngbunteiniu

G- Lnynwuwjhu hbinbpngbunyeiniu

- dGunnhwwjhu htnbpngbuniyeiniu

66. Yhuinng dhppngp Ywpnn b ywyjdwuwynpjwsd hut CFTR gqbuh
hwqwpwynp nwpptp dninwghwubpny: Wu hpwypbwyp htnlywih Jun
ophuw\u L.

U- Lnynwwhu htimbipngbiuntejniu

P- Ewhuwwq

G- MiGnuinpnwhw

- UjGwihu htimbipngbunieyntu

67. dwnwugdwu n"p wmbpdhut § punpnonud wyu Gplnypen, Gpp day
gbubnplywlwu dninwghwtu dhwdwdwuwly wnwowgunid £ wnmwppbp opqu-
hwdwlwpgbpnu npulinpynn pwgqdwehy, wnwohtu hwjwgphg hpwp htiv Yuw
sniubignn $hghlwywu b YEuuwphdhwlywu whunwupputip:

U- MiGnunpnwhw

P- YUnnndhuwuwnnip)ntu

G- hdwyphuwnhug

- Mnjhqbu dwnwugnid



68. Snwdwpnp hp dhwy X ppndnundh ypw Ypbing vty wwengbi mwppbpwy,
Upw dnwn hhjwunnieiniup |hwpdtip npulinpynid £, pwup np innwdwpnhy
Ywnnigwdpwjhtu wnnwiny Gu X-onpewjwygywd |nynuubipp
uywundwdp:

U- <Gwntipnghgnwn

P- <kdhghgnun

S Minjhwnhn

+ <ndnghgnwn

69. N'n gbubnpy Gpunypu § wwwnwufuwuwwnt Lwuphugenuh
hhwunnipjwu hwdwn, nph nbwpntd hwonpnnn ubpniunutipnid
hhJwunnipjwu Yihupywlwu npulinpnidutpp pwpnwunid Gu, huy npublinpdw
nwphpp' uwgnud:

U- Uhwnnpnunphw| htunbpnwuqihw

P- QLundwjhu hdwyphuwnphug

9- Uuinhghwjwghw

+ Gnuwnwjht dnquhghqd

70. Gpbluwgh dnunn Mpwnbp-vhihp hwdwfunwuhop qupgwund £ hnp Ynndhg
thnfuwugynn 15q11-q13 hwwndwdh $niuyghntw| npuunpdw pwgww)nipjwu
htiimbwupny: Gpt Gpbluwu nwup 15-pn ppndnundh Gpynt Yunnigwdpwjhu

wnndny unpdw) oppuwlubip, npnup Gpynut | unmwgyb| Gu dnphg, www wyn

yhGwyp Ynsynud k.

U- Stpdpuw ntijtighw

P- Cwjwuwpwyonwd npwuunughw

G- Cwjpwywu dhwdunnwjhu nhundhw (UPD)
T Uwjpwywu dhwdunnwihu nhundhw (UPD)

71. Uwpnnt hbwnlyw) wpjwu fudpbiphg n"pu b npulinpnid Ynpndhuwuwnnie)niu:
U- AB wpjwu funwip

P- Kell wpjwu funudp

S~ O wpywu funidp

+ Rh-npwywu / Rh-pugwuwlwu

72. dEunnhwwhu wnnwing unpdw Sunnubipu niubu Gpbluw' wnunnund-
nndhuwuwn hhquunnuyegjuwdp (ophuwy' wfununpnuywghw), npp



wwjdwuwynpywsd £ npnawyh dniwnwghwiny: Sunnubiphg ng dtyp sniuh win
dnunwghwt' pun wnjwu udniphg unwgywd Fuld hbnwgnuniyejwu
wpryntupubiph: N°pu b wdbtwhwywuwlwu pugwwnpnieiniup:

U- Untinnund-ntigbiupy dwnwugnid

P- De novo (unp) dninwghw Ywd uwnduwjhu qdh dnquhghqu

Q- Gpynt dunnubiph qtubiph kwhgbubinpy |ntignwd

Y- Uhwynndwuh dunnwlwu nhundhw

73. bus £ upwuwlynud «hinbpnuyugqihw» nbpdphup:

U- pndnund, npu niuph buswb v dwjpwlwu, wjuwybu k| hwpwywu dwgdwu
Ypnuhugnytiputip

P- {nudwdp, npp wwpniuwynid £ 46,XX U 46,XY pohoubinh fuwnuntpn:

S- Pohg, npp wwpniuwynd £ unpdw| b dniinwghwih Gupwpyqws
dhwnpnunphw| VLula-h dniGynyubph fuwnunipn: :

- Qbu, npu nwwh Gpynt lmwppbip dnunwghwubip unyu wibne:

74. X-ppndnundh htin onpwjwlygywsd ntigbiuhy hwgywnbwy hhuunnipjwu
(ophtuwy’ A htidndhihwih) ntiwpnud, breb dnunwghwih-Ynpnn wnnng Yhup
niubunwd § winw wnnng wnwdwpnnig, nppw’u £ upwug bpbfuwih dnun
hhjwunnyejwu qupgqugdwu hwjwuwwuntejniup:

U- 0%

P-25%

Q- 50%

- 100%

75. Uuhwwnp unyu gbiund Ypnud £ Gpynt vmwpptip wwengbu dninwghw, pun
npnd’ dBY dnunwighwu gunuynud £ hwjpwwu, huly djnwp' duwjpulw
ppndnundh Ypw: Uju wuhwwnp punpnaynid | npwybu’

U- <ndnghgnun

P- Unquhy Ypnn

Q- Ypyuwyh htdhghgnwn

- Undwwniun-hGinbpnghgnwun

76. Ujuwhup hwwnlwuhubip, huswyhup’p Gu hwuntu dwpnne hwuwyp,
qunybpwlwhu Guonwip b dwoyh whgdbunwghw, npnup wwjdwuwynpywd
U 2powlw dhgwdwynh gnpdntitiph htiv thnfuwqnnn pwqdwrehy qtiubinh



gnudwpwihu (additive) wgnbgnipjwdp, dwnwugdwu n"p ophtwswihnipjwuu Gu
Gupwnyyne:

U- Mnjhgbt dwnwugnd

P- Cnpwjwlgdwl wuhwywuwpwyznnieintu

Q- Ubinny ywjdwuwynpywsd dwnwugnd

- Unwwnnund-nndhtwuwn dwnwugnid

77. 4phuu niuph X-ppndnundh htwn onpwjwlgywsd ntigtiupy hhjwunnipjwdp
nwnwuwnn Enpwp: Lpw hwypt wnnng &, huy dwypp' wnyjw; hhjwunnyejwu
wwengbu wwppbpwyh Ypnn: Ypuu niuh bwb d6Y wnnng npnh: Nppw’u &
hwjwuwlwuntejnitup, np upw hwenpn npnhu Ydwnwugh win
hhywunnie)niup:

U- 0%

P-25%

G- 50%

T} 66.7%

78. X-onpwjwlgyws ntigtiupy hhqwunnipjwdp wnnwdwnpnp niup Gpbjuwubn
wnnn9 Yunohg, ny bwl sntuh inndjw hhjwunnipjwu gbiuh wwengbu
nwppbpwy: N°p wunnuwu £ dhown:

U- Upw pnnp npnpubinp Yihubu hhyjwtn

P-"Lpw npnhubiph Ytup Yihubu hhywn

G- Upw nnwuwnpbph Ybup Ydwnwugbu X onpwjwygwsd ywengbt wibip
- Lpw pninp nnwwnpbpp Ydwnwugbu X onpwjwlygywd wwengbit wib)p

79. Pnidwnnth punwuppntd, npnbn Ywtu unyu dhinnpnunphw
hhjwunnipjwdp wiunnpnaywd pnyp b tinpwp, wlyuhwjun £ hwdwfunmwuhsoh
Yhupywlywu pwpn npulinpdwu nwppbpnyeniuttpp upwug dhol: Np
dbjuwuhqut £ jwjwagnyuu pwgwwnpnid wju nhunwnpynwdp:

U- <bunbipnwuqdhw U dhinnpnunphwy bottleneck Edtiynubin

P- Uhwunnpnunphw| hhqwunniyejwu ny inhy wGubnpwuwnnie)niu

G- UjbGjwjpu htimbpngbunte)niu

- Uhwnpnunphwi gbuph thnthnfuwywt Epuwptuhyniejniu

80. Gpbifuwu ntuh wnunnund-nndhuwuwn hhywunnientt hwpnignn gbiup
wwengbu wmwppbpwy: Uwipp Ypnid £ unyu vnwppbipwyp, pwg sniuh nplk
Yihuphywywu npubinpnid, uwywju dnpbinpwipp uywpwagpybi £ udwuwnhwy



YthuhYwyny: <wypp sh Ypnud wyn inwppbipwyp: Mg b jwgwgnyuu
pwgwwpnid dnp $EUunnhwp:

U- Utinhghwywghw

P- Ny Inhy wEUGNpWUWNnENLU

G- dnhnfuwwt Epuwyptuhyniejniu

- Mininpnwhw

81. Gpynt ny wqqwyhg pnidwnniubp Ypnid GU wntinnund-nndhuwuwn
hwdwlunwuhoh htin wunguwgywd qliuh dhuunyu wwpengbu twppbpwyp:
Lpwughg dGyh dnun wyu npulinpynid £ dhwju upinph dhoht wuwnhéwuh
wuwennghwny, huy Jnwh dnn' upinh, Ydwfuph b wspbiph dwup
wiunwhwpdwdp: buswt’u § pugwwnpynid wju Gpunyep:

U- Ny iphy wbubunpwuwnnieiniu b witinnnpnuhw

P- Ny Inpy wEuGwmpwuwmnyeinu W dhwynndwuh dunnuywu nhundhw

G- Pnihnfjuwyw Epuwyptiuhynipintu b wiGnunpnwhw

+ Lnynwuwjhu hnbipngbunieynit W wyjininpnwhw

82. Cwjnup dwnwuquywu hhjwunnyejwdp dwulwhwuwy pnidwnniu niup
wwengbu wwppbipwy, npp puwgwlwnid | Gpyne Sunnubiph wpjwu
udnipubipnud: Sunnubpu wybih ywn niubkgb| Gu unyu hhjwunnipjwdp dGy wy
tpGluw: N°p pwgwwnpneiniuu b hwnwwbu Yupunn:

U- Lpphy wbubunpwuwnniejniu

P- de novo Untinwghw

G- UjGjwihu htwnbpngbunte)niu

- UGnwlwu pohoubtinh dnquhghqu

83. dwnwuqdwu np nbuwlyu § undnpwpwnp hwjwuwpwwbu wgnnid
wnnwdwpnyuwug U ywuwug ypw b Yupnn £ npulnpybi jnipwpwuginep
ubipunnid:

U- Unwtwnnund-nndhuwuwm

P- Unwnnund-ntigbiuhy

G- X-2npwjwlgywd nkgtiuhy

- hnjwunphy

84. Unnng dunnubiphg duwé hpywun tpGluwutipp hwwnywwbu yywynud Gu
hGwnlywh dwupu.
U- Mnfhgbit dwnwugntd



P- Untinnund-ntigtiuhy dwnwugntd
Q- hnjwunphy dwnwugntd
Y- Uhwnpnunphw| dwnwugntd

85. Upniuwygwlwu Yuwp dtdwgunwd £ hGnlywih hwjwuwlwuniyeniup.
U- Uhwnnpnunphw| hhjwunnipnitutbp

P- Y-ppndnundh hbwn onpwjwlgywsd hhjwunnipiniuutn

4~ Untinnund-ntigbuhy hhywunniejniuutin

- 2pndnundwihu nphundhwubp

86. Ny (nhy whubwpwuwngyniup tpwuwynid k, np’

U- Unwwnwghwt dhpwin ntup dwup npultnpnud

P- Pninp wuhwwnubpu hhywun Gu

G- Unwnwghwt dhpwn nbgbiupy &

- SYjw| gbuninhwu niubignn npny wuhwwnubiph dnn Yihupyuwu $Eunnhwp
pwgwlywnud

87. dhubinhjuwlwu wunmhghwywghwu nwuwlwunpbt uwws £
U- Gnwunwyininhnwjhu YpYunieiniuubiph punjwjudwu hbwn

P- Udpnnowlwu ppndnundh nbijighwh htwn

G- Uhwju Nnppnuntjwt inpwuuinwghwih htiwn

+ Uhwju dhnnpnunppw| dwnwugqdwtu hbwn

88. Lyqwdubiphg n"n hhqwunnieiniut  juwwyywd wunhghwwghwih hbw:
U- Yhuwing $hppng

P- Cwuphugpenuh hhywunniejntu

G- dLupybGwnnuniphw

T Uwpdwuh hwdwfuwnmwuhg

89. Uhwynndwuh dunnulwu nhundhwu yepwpbpnid |

U- Pninp ppndnundutiph nnwyhlwghwjht

P- Gpynt ppndnundubiph nbitighwjhu

4- Ut dunnhg tipynt hndning ppndnundubiph dwnwugqdwup

- Uty dunnhg tipynt hndning ppndnundubiph dhol Ypnuphugnybipp dbijngh
nupwgpnty



90. bpbfuwu dnphg dwnwugnid £ 15-pn ppndnundh Gpyne hndningubpp: Uw!'
U- Udpnng 15-pn ppndnundh htinbpnghgnunnijwtu npulinpnid (Runs of
Heterozygosity)

P- wjpwywu dhwynndwuh dunnwlwu nhundhw L

Q- 15-pn ppndnundh phdbipniejniu §

T Uwjpwywu dhwynndwuh Sunnwywu nhundhw k

91. SGpdhuw| dnquhghqd bywuwynwd k

U- Ounnh qbtipdhuw| pohoutinh dh dwup, npnup Ypnw Gu wwengbiu
tnwnptipwy

P- Undwuwnhy pohoubtinh dh dwup wuhwwnh dnw, npnup Ypnw Gu ghgnunp
Yhuntdhg hbunn wnwy Glwd wwengbu nwppbipwy

S- Uhwju puybipph uwhdwuwthwy dnquhghqu

F 3nipwpwtgnip ppndnundh YpYuwwwmnynid

92. Ytipdhuw| Unquhghqup Ywpnn E pwgwwnnb

U- <pJwunnipjwt YpYyunieyniup uppubiph dnwn, tipp dunnutiph wpjwu
gbubnhjwlwu ptunp pwgwuwlwu

P- Uhwju dhnnpnunphwi hhjwunniejniuutiph htimbpnwwqihwu

Q- Uhwyu 21-pn ppndnundh niphundhw

T Uhwju X-2npwjwlygywsd hhywunnieiniuubpp

93. Undwwnhl dnquhghqu tpwuwynid

U- Gpynt Sunnubipp wmwppbip dnunwghwubiph Ypnnubp Gu

P- GGuGwnhYynpEU rwpptp poswihu wnwnijwghwubip dhuunyu wuhwwnh
opgwuhguntd, npnup wnwowgb| Gu 6Jwpooh ptinduwynpnidhg htiinn

G- Uuhwuwnh pninp pohoubipnp niutu dhliunyu phnbiunpy ‘ufle
hwonpnwlwunipiniup

- Uuhwunh dnn dhwju ubnwwu pohoutip tu wmwpptpynid hptiug VYol
hwonpnuwlwunipjwdp opquuhquh djnw pohoutinhg

94. ®nihnfuwlywu Epuwypbuhynypiniu upwuwynid L

U- Uh 2wpp qtubph ubipgpwyywédnieiniup dhlunyu hwdwfuwnmwuhoh
qungqwgldwu gnpdpupwgntd

P- UhLunyu qbup iwpwpdwtu ywpwquwjnd pwqdwehy $uninpywlwu
npulinpnwdubipp



G- UhUunyu gbunnhwny wuhwwubph dhol hwinwupoh Ywd hhywunniejwu
wnwppbp wunphéwuubp wd npubnpnidubin

- Pwuwywywu hwnlwuhoutiph thnihnfuwlwu npubnpnidp dnyuinphgbiu
wqnbgnipjwu hbGnbwupny

95. Minunpnwhw bpwuwynw k

U- Uhlunyu gGunnphwyny wuhwwnubiph dhol hwinwuhoh Ywd hhqwunniegjwu
wmwppbip wunphbwuubp Ywd npulinpnidubp

P- Pwuwwlwu hwwnlwuhoubiph thnthnfuwwu npulinpnuwdp dnywinhgqbiu
wqnbgnypjwu hGnuwupny

G- Uh gwpp gbiubph ubipgpwyyqwdnipiniup dhliunyt hwdwfunwupoh
qupgugdwu gnpdpupwgntd

Y- UhUunyu gbup fuwpwpdwt ywpwqwnd pwgqdwehy tunnphywywu
npuunpniudubiph twppbipnieniuubipp wuhwwubph dhol

96. Lnyntuwjhu htimbipngbiunteiniu bpwuwynw k

U- Swppbp gbubph wmwppbpwyubp Ywpnn Gu hwpnigb) dhliunyt $unnhwp
P- UL qbuh fuwpwnpndutipp Ywpnn Gu hwpnigb| mwpptp hhwunnieiniutbn
G- Pwuwlwlwu hwnlwuhoutiph thnihnfuwlwu npulinpnidp dnyuinhgbu
wqnbgnypjwu hbGnbwupny

- Loqwd pninp tnwippbipwyubipp

97. Ujtjwjhu hGinbpngbunipiniu tpwuwynid £

U- Pgnuwjhiwlynigutinh uptpbiqp nwpptip gtutinh Ynndhg

P- <hjwunniejwu qupgugndp dhbunyu qGup tnwppbip wwengbu
wmwppbpwyubph htunbwupny

4~ UhUunyu qbup fjuwpwpdwt ywpwqwnd pwgqdwehy Gununhywlywu
npubnpnudubipp

- Uh pwup witjutipny ywjdwuwynpywéd Ynnndhuwtun hwwnywuhoubiph
npulnpnudp

98. Uhunpnunphw| hwdwfuwmwuhoutipp Ywpnn Gu ywjdwuwynpwd [hub
hGwnlywih wwengbu wmwwpptpwyutpny.

U- Uphunnpnunphw| L6 wd ubinwywu ppndnundubiph wulinnwnwnnund
hwwndwdh gbiubp

P- Uhwju dhnnpnunphw| gbiutin

% Uhwnpnunphw| Yud Ynphquyht gtiutip



- Uhwju dhinpnunphw Ywd ubnwlwu X-ppndnundh qbubip

99. Uhwnpnunphw| hhjwunnipjwt whunnpnadwt ywpwagqwnd wqnbgnipntu
Ywpnn £ niuGuwg

U- Uhwnnpnunphw| ‘ufeh wniphundhw

P- Uwpnnt ntigntu gnpdnup b hjntujwdpwjhu hwdwuinbintjhnyeniup
wwjdwuwynpnn gqbubipp

Q- Uhwnnpnunphw| qtubiph hunpnuwjht uwyjwju hwinydwdubiph wwengbu
wnwppbipwlyutipp

- Uhwnpnunphwy Fula-h htnbpnwwqgqdhwu

100. Uwwjupugh nnunpwjhtu wnbnwdwup ypw wgnnn ywengbit mwppbpwyp
Ywpnn £ hwugbguby

U- MLI3-h uthjwjuhugh jJuwpwpdwu

P- Lpndnundubph pyp wybjwgdwu

G- FUIS-h puwywunu wypngbuhugh Wywhwwudwu

- Uhwnpnunphw| dwnwugdwu

101. Mpndnninpwht wbnwdwuh wwppbpwyp Yupnn b wgnbg’
U- Lpndnundubtiph tnwpwugwwndwu Yypw

P- Qtiup wnpwuyphwghwih pw

G- Uhwju uyhwnwynigh pwjpwjdwt ypw

- Uhwinnpnunphw| dwnwugdwu ypw

102. GGuh wpgqwynphs tnwpptiph inbnwdwuh nwppbpwyp Ywpnn
hhywunnieinitt wnwowguby’

U- Ybpwgubiny pninp huwnpnuubpp

P- ®njubiiny ppndnundutiph pwuwyp

G- dnhnfubiny gbup Epuwypbuhwu

- Unbindtiind unp wnnpwuuyphwwn

103. dnuyghwyh Ynpuwnh (loss of function) hwugbigunn nmwppbpwyp wdtuwju
hwjwuwlwuntejwdp hhjwunnieintu juwnwowguh, tpp

U- Swppbpwyp niuh wunpng Yihuhywlwu tpwuwynieyniu

P- GGuh nnqwu wqnbgnypiniu sh niubiunid npuk gbup Yypw

S- GGup Gppbp sh Epuwypbuwynpynud



- GGup qquiniu £ nnquih uywwndwdp, Ywd dniuyghwih Ynpnunp npw
hwuwnwunyws dbfuwuhqd &

104. dnuyghwyh dtinpptipdwu (gain-of-function) nmwppbpwyp unynpwpwp
hhywunneinit £ wnwowguntd'

U- SGuh uyhwmwyniguiht wpryntuph swihwquug dbd pwuwyh Yud
uwpwnwd whunhyniejwl dhongny

P- Udpnnowlwu ppndnundh htnwgdwu dhongny

4- Udpnny MNtLla-h Yytipwgdwu dhongny

- Snipwpwugnip poonid UtGjngh Ywufudwtu dhongny

105. Cwynwupwywpwpnipniu upwuwynd £

U- Unyw GU ppndnundp Gpbip ophuwlyubp

P- GGuh dbYy dniuyghnuw| ophuwyp pwywpwp sk puwlwunu dnwuyghwyh
hwduwp

S- GGup Gpynt wibubpu £ pugwywnid Gu

%t Qbup sniup wypndnwnnp

106. "tndhuwuwn-pwgwuwlwu wwppbpwyp Ywpnn £ hhwunniejniu
wnwowgub’

U- <Gnwgubiny pninp huwnpnuubpp

P- Uhwju dhnnpnunppwi Fule-h pwuwyh wybjugdwu dhongny

S~ fungpunnunbny unpdw| uwyhwmwynigh $ntuyghwt

- Uybjwgubiin ppndnundubiph pwuwyp

107. dniuyghwih Ynpuwnp (loss of function) hwugbtigunn wwengbu
nwppbpwyubpp nwuwlwunpbu uplinp bawuwyniyeiniu niub’

U- X-ppndnundh htwn onpwjwygywsd jnipwpwusinip hhjwunniejwu nbwpnid
P- Uhwju pninp dhinpnunphwi gGubpnud

G- Snipwpwugnip nndhtwun hhjwunnipjwu nbiwypnid

- Ninnigpw)jht unwwypbtiunp gliubipnd

108. abuph nnqujh fuwfunnudp Yupnn £ wnwowuw) htwnlywih htnbwupny'
U- “Hijtghw Ywd nnuyhwghw

P- <ndn|ng wulinngbuh ophtwyubph pyh Ypdbwwnnd

S- hgnnhundhw



- YUI3-h dGphjwgntd

109. LoJwsdubiphg n’pu £ punpng dwnwugdwu wnunnund-nbgbuhy wbuwyhu:
U- Ubipunnud gbipwysnnid Gu punwuhph hhywun wunwdubpp

P- Cunmwuhpnid wnwoht wuqwd wfunmnpnawsd hhywunh dunnutipp
Yihuplywwbiu wnnny Gu

G- Cunnwupph wnnne b hhjwun wunwdubiph hwpwpbpwygnieiniup 1:1

T <pjwun Gu hpduwlwund nnwdwpnhy

110. Untinnund-nndhuwtn b X-2npwjwlygywsd nndhuwuwn hhywunnieniuutipp
nnhdwdwnbipp tippbdu ndqwp b mwppbipwybi: Lok wju hwwnywupubpp,
npnup punpny Gu X-onpwjwlygywsd nndhtwuwn dwnwugdwup:

U- punpn2 £ hnphg npnntu dwnwugntd

P- nnnwdwpnhy b Ywuwjp hwjwuwpwswih Ywpnn Gu (hub hhjwun

S~ hhjwun wnohlubph pwuwyp tpynt wugqud wyb) E nnwubph hwdbdwun
- Jwuwug W nmnwdwpnlwug dnuin hhjwunnipntup unyu pwpnnigjwdp
npulnpynid

111, Npnawyh wpwwnubiph nbwpnid hhjwun wudwug hwpwquww pnyp-
Gnpwjpubiph W ubpniunutiph dnwin YpYuniejwu nhuyp Ywugdnud £ 10%,
qunpdhyubph nt qupdnthhubiph dnin* 5%, huy
hnptinpnp/Unptinpnp/hnpwppng/dnpwppng Gptifuwutiph (wnwohu wuwnphtwup
qundpyubiph) dnn' 2,5%: Upryn"p wybjh hwwuwywu E, np uw

U- wnunnund-ntgbuhy hwwnwuhy £

P- pwgdwagnpdnt hwwnlwuhg k

S~ Ippy whubnpwuwnniejwdp wnunnund-nndhuwuwm hwnlwuhg £

- ng Inhy wEUGEWpwWUWNNLEjwUp wnwwnnund-nndhuwuwm hwwnlwuhy §

112. Qbundwhu hdwyphuwhugh defuwuhqdu £

U- Ujjubpp kwhgbubnply nbgnud® uiudwsd ppndnundh dunnuiwu dwgnidhg
P- wibjubph Ewhgbutinhy |ntgnud wdpnne ppndnundh qquih dwuh tiplwjupny
S~ wnbpuwwnhy uwwjuhug

- 15-pn ppndnundh wwwwwpnipnd

113. X-ppndnundh huwlywnhywgdwt dbfuwuphqdu k



U- witjutiph kwyhgbiubinpy (ntignd wdpnng ppndnundh qqwih dwuh GpYwjupny
" Ywudwd Sunnuywu dwaniihg

P- witjutiph Ewhgbubinhy |ntignd wdpnne ppndnundh qquwih dwuh Gplwjupny
" wulwfu dunnulwu dwanidipg

Q- wibutph Ewhgbubinmhy wymhywgnid wdpnne ppndnundh qqwih dwuh
Gpluyupny

- FMR1 gtuh CGG YpYunnniejniuubinh pyh wybjugnd

114. Ny hwdwfunwuhowihu whgdbuwnwihtu nGunhuphwunp hwunhwnd £ X-
onerwjwlygywd, wnunnund-nndhuwuwm b wnunnund-ntgbuhy dubipny: Np
wnbpdhut £ uwpwagpnd wju Gplnyep:

U- wiGpninpnwhw

P- wibjwihu htimtipngbunte)ntu

Q- Inynwwyhu htinmbipngbunte)niu

F thnthnfuwlwu Epuwypbuhynie)niu

115. Swup ubjpndphppndwinngny tipGluwgh hwjpp $Guninphwynptiu unpdw k:
Upw dwypp Yphuhynpbu unpdw &, uwlwju niuph «fuplwupbwjhu» gnyuh dh
puwuh phd, hhwbpwhgdtunwghwih ogwiuttin L dh pwp Lhgh (Lisch)
hwugnyg: hus gubnpyuywu Gplnypeny £ pupwuntd hhjwunnieintup
puinwuhpntd:

U- dhwdunnwyhu nhundhw

P- wiGjwihu htiwnbpngbunte)ntu

G- wbynunpnwhw

- thnihnfuwlwu Epuwpbuhynieiniu

116. Lnpdw| hwuwly nwubkignn dunnubipu nwubu whununpnwughwny
wfunnpnaqwd Gpbuw: N°pu | wju nbwph hwjwuwywu defuwupgdp
U- de novo Unwnwghw

P- thnihnfuwlwu Epuwypbuhynipiniu

Q- dhwynndwup dunnuywu nhundhw

- wnunnund-nndhtwuwn hwwnwuhoh hndnghgnunye)ntu

117. Upnnnupy nhuinpndhw ntubignn tnnwdwpnnt dnin wnlw Gu twl
Ywwnwpwyun, dwlwnwiht hwnydwsénd dwnwunwgnid b hhwngnuwnhqu:
Loqwdubiphg N°pu b ulupwgpnid YihupYuwih npuunpdwt hwjwuwwu
dbGfuwuhqup:



U- thnthnfuwlwu Epuwypbuphynipiniu
P- wGnunpnwhw

Q- wibjwjpu htimbpngbunte)niu

+- dhwdunnwihtu nhundhw

118. Ewhgbubunphywlwu dbfluwuhqdutiphg «nhppwjhu E$tYunp» (position effect)
hwwnwwbu Yuplnp £ hwadh wnub| hbnlyw) thnhnfunyejniuubphg npp”
wnlwjnypjwu nbwpniy:

U- Sphundhw

A- Ununundhw

S~ Spwuunywghw

- Swunbd nnuyhywghw

119. dwnwugdwu autiphg n"pu £ wnwyb hwdwfu hwunhwnud
U- Untwnnund-nndphbuwuwm

P- <njwunphy (Y-ppndnundp hbwn Yuwywd)

S~ Ununnund-ntigbuhy

Y- Pwguwagbuwihtu/wnhgbuwhu

120. Cwqywnbwy hwunhwnn ntgbuhy hhjwunnipntup wynwnijwghwntd
Ywpnn £ hwdtdwwnwpwp tmwpwddwsd hubp htnlywih ywwnbwnny.

U- <pduwnph E$LYwn (founder effect)

P- Ypnnubiph [hwlwwwnp pwgwyw)nieintu

G- dwnwuqdwl pwgwlwnie)ntu

Y- Cwdpunhwunyp whubunpwuwmnieiniu

121. Upjniuwygulwu Yuwwp Ywpnn t dGdwgub) himWwwih
hwjwuwlwuntejniup.

U- Cwqywnbiy nbgtiuhy wmwppbpwlutph gény hndnghgnunnipntu
P- Uhwju unp nndhuwuwn dniinwghwubip

G- Uhwju dhinpnunphw| dniwnwghwubp

- GGundp hnthnfuwywu pYny hwwndwsdubip

122. YUpdpwqgbindh b dJwpwuh pwngytinh punwubywu dwup wuwdubq
niubignn U Ypdpwagbindp pwngytinny pnidwnnih dnin n’p gbubpu Gu wnwyby
Ewlwu hGwnwgnunb:



U- CFTR U FBNT
P- BRCAT L. BRCA2
G- HBB U HBAT1
- APC L MLH1

123. dwnwuqwywu pwngltinh jwuywdny pnidwnnth wpjwu |GYynghwntiphg
wuowwnywd L3 htitmwgnunniejwu wpnyniupnid hwjnuwptipyb) £ BRCAT
gbiuh wwenqbu wmwppbpwy: Uu wpryniupt ninnuihnpbu yyuwynud £ hinlywih
dwuhu.

U- Yepwhwuwmwunynwd £ pnidwnnth dnn pwngytinh wfunnpnanudp

P- Swppbpwyp pwgwlwnw £ ninnigpwjpu pohoubipnid

S~ Unlw E gbipdhtuw| wwppbpwy

- Swppbpwyp whwp £ nwuwlwnpgbi npwtiu VUS, pwuh np hwyjnuwpbipyt £
1lGjynghwnubpnud

124. Np gbiubiph Wwenqbu wmwppbpwyubiph htiwn £ hhduwywund uwywsd
Lhush hwdwfuwnwuhyp

U- Uhwnnpnunphw| "Fufa-h gliubip

P- Mpnwnnouyngbiutip

Q- Ninnigpwjht unwwypbiuhwih gtiubip

- UI3-h mismatch qniquygnidutiph yipwlywugqudwu gnpdpupwgh qbubp

125. hdnwwwhhuwnnphdhwlwu hGunwgnuniejwu wpryniupntd ninnigpwjhu
pohoubipnud pwgwhwjwinyt £ MLH1/PMS2 Epuwpbupwih pugwluwynigyniu: N°p
[pwgntghs dnjyntwjht hGunwgnunnientup Ywpnn £ oqut] wwnqb] ywwnéwnp:
U- Uhypnuwunbijhunwiht wuluyniuniyjut (MSI) W/Ywd MLHT gGuh wypndnwnpp
dbphjwgdwu hGunwgnunie)niu

P- MLHT L PMS2 gbtubiph ypndnnnputiph dbehjugdwtu hGunwgnunnie)niu

G- MLH1 U PMS2 gbiutiph FISH hGunwgnunie)ntu

- MSH2 U MSH6 qbutiph hwonpn utipunh ubpytuwynpnid (NGS)

126. Cunwublywu wnbundwunng wynhwngh nbwpnid np gbuh wwengbiu
nwppbpwlubph pwgwhwjinnwiu £ hwdwpynd wnwotwjhu.

U- MSH6

P- APC

Q- TP53

- PALB2



127. Ninnigphg unwgywd VFula-h NGS hGunwgnunniejwdp pwgwhwjnybi £
pwngybinwjhtu twhiwwmpwdwnpywoéniejwu qtuh hwjwiwlwu ywengbu
nwppbpwy: hugn’t £ ninnigpwpwuh Ynndhg upwuwyynid unyu tnwppbpwyp
ptiunwynpnidp pnidwnnth wnjnituhg/ephg wuowwnywd Fufenid:

U- Pnidwnnth phpwiuwihtu pnidnwdp pwgwntint hwdwn

P- SYjw ninnigph wwenhjnujwdpwpwlwywu wnbuwyh twppbpwydwu
hwdwn

Q- Mwpgbnt hwdwp' Uprnyn’p mwppbpwlyp gbpdhuw £ ph ny

- SYjw| ninnigph hdntunhhuinnphdhwlwu hGnwgnnnijwup thnfuwphubint
hwdwp

128. Pnidwnnth dnuin wnlw £ dhypnghunwp wubdphw b Yuuwdynd £ pbnw-
pwwubdhw: N°p gbup Ybpndnieiniut | wnwyby Yupunp:

U- HBGT

P- HBAIT

Q- HBA2

- HBB

129. HBB gbtiuh wwpwdywd dhwunwyinnpnwjht nmwpptpwyutph Ywd indel-
ubiph hwynuwpbpdwu nwpwddwsd (wpnpwwnnp dbpnn £

U- Unywnhwtpu MCMH

P- Ywphnunhwwynpndp

Q- FISH-p

- array-CGH-p

130. Uwuqunwdél wubdhwu ywjdwuwynpywsd £ hbnlyw) gbuh wwengbu
wnwppbpwyny

U- HBAT1

- HBB

4- CFTR

T FMR1

131. <tidndphw A-Uu ywjdwuwynpywd £ hbinlyw| gbuh ywengbiu
nwppbpwyubpny’
U- HBB



P-F9
Q- F8
V- APC

132. <tdndhhw B-Uu wwjdwuwynpjws E htnlyw| gbiuh ywengbu
nwppbpwyubpny’

U- F8

P-F9

Q- DMD

- SMN1

133. "yntuh U Ptpbph dywuwihu nhunpndphwubpp wwjdwuwynpjwsd Gu
hbnlyw| gbuh wwpengbu nwppbpwyubpny’

U- MECP2

P- FMR1

Q- HTT

- DMD

134. "Ynptup dywuwihtu nhunpndhwih Yuwulwdny pnidwnnth dnwn
hpwlwuwgynud £ gtiuh tygnuutiph nbtghwh Ywd nnwyhhughuwsh
ybipnonipyniu: Logwdutiphg np dbennp Ywnbh £ Yhpwnt) tndjuy
thnihnfunieyniuubipp pwgwhwyntiine hwdwp:

U- MLPA

P- Ywphnunhwwynpnid

Q- FISH

- hwywnwpd npwuuyphwyunwquihu NSt

135. Nnunintnwihtu dywuwjht winpndhwt wwjdwuwynpywsd £ hbnlyw| qbup
wwengbu nmwppbpwyutipny'

U- HBB

P- SMNT1

9-DMD

T APC

136. Nnunintinwjhtu dywuwihu wunpndhwjh wibtwnwpwdywsd qbutinmhyuywu
Jdbfuwupqdu £



U- SMN1 qbuh wuywjnitu Gnwunwyinnhnwjht Ypyunnnipjniuuph punjwjunidp
P- SMNT gbiup Ybwnwihu wwenqbu wmwppbpwyubipp

Q- SMNT1 qtuh 7-pn Eygnup hndnghgnun nbighwu

- SMN1 gbuph nnwwyhyughwu

137. SMN1 gbup 7-pn Eygnup nbitighwih hbunwgnunnyejwu hwdwp n’p mbuwyh
hGwwagnuniegjniuutipp Ywpnn Gu Yhpwnyby:

U- MLPA Ywu FISH

P- Ywphnunhwywynpnud Ywd array-CGH

Q- FISH Ywd array-CGH

- MLPA Ywd wypwjydbp-uwytighdhy MCrt

138. <wuphugpenuh hhqwunnuyeinitup qupquuntd £

U- HTT gtunwd CAG Yplyunipyniutiph punjwjudwu hGnbwupny
P- HTT gbliup nbtghwjh hGunbwupny

G- HTT gbunud Ybwnwjhtu ywengbt nmwpptpwyutiph hGunbwupny
- HTT gbliup npnp Eygnuubph nnwwyhyughwih hGinbwup

139. <wuphugpnuh hhuunnipjwt Yuwulywdh nbwpnid wnwybi
uwwwnwlwhwpdwnp dnjynywihu phuwnu £

U- Repeat-Primed PCR Ywd MTMN b ywwhpywp LYunpndnptiq
P- Ywphnunhwwynpnd

G- Cwonpn ubpunh utipytuwynpnid (NGS)

- FISH

140. @fupniu X-ppndnundh hwdwlunwup2p Yuwywsd £ hbnbyw
GnwuntyGninhnutiph pyh purnjwjudwu hbw.

U- CAG YpYyunypiniu HTT gbunwd

P- CGG ypyunieyniu FMR1gLunwd

Q- GAA YpYunepntt FXN gbiunwd

- CTG ypYuntejniu DMPK gbuntd

141. dfupniu X-ppndnundh hwdwfuwnwuhsh (Fragile X) pGunmwynpndp Ywpnn

hpwywuwgyb) wjuwhuh dGennnd, npp Yupnn £ quwhwwnb|
U- FMR1 qtunwd ypndnnnpwihtu hwwnywséh CGG Yplyunipyniuubiph pyh
Ypbwwnnwip



P- FMR1 gtunwd CAG Yplunipyniuubph dtghjwynpnidp
S- FMR1 gtuh wypndnnnpwjhu hwwndwsdh CGG Yplyunipniuubph vbehjwgnwip
Tt FXN qbuh wypndnuinnpwjhtu hwuindwséh CGG Ypyunieyniuutiph phyp

142. 1-pu wnhwh dhnuinuhy nhunpndpwt yuwywsd £ hbnlyw| wulwjniu
tnunwyGnuinhnwipu Ypyunnnipniuubipp pyp wybigdwu htun.

U- GAA Ypyuntejniutbip FXN gbiunwd

P- CAG ypyunieyniuutipn HTT gbuntd

4- CGG Yypyunipniuubp FMR1 gGunwd

- CTG YpYuniejniuutipn DMPK gbuntd

143. Sppnpptup wunwpuhwu hhduwlywund wungwgyws & htnlyw| wuywniu
Gnuniyninhnwjhtu Ypyunnnypinwuutiph pUh wytigdwu htw.

U- GAA Ypluntpyniutiin FXN-nwd

P- CAG ypyunregyniutup HTT-nwd

4- CGG Yypyunipniuubp FMR1-nd

- CTG ypYunrejniuutin DMPK-n1d

144. Yhuwnwihu $hppngp wwjdwuwynpgws E hbinlyw| gbuh wwengbu
nwppbpwyubpny’

U- F8

P- CFTR

Q- HBB

N APC

145. dGuh-yGnnunippwu wwjdwuwynpgwsd £ hbnlyw| gbiuh wywengbu
nwppbpwyubpny’

U- CFTR

P- APC

Q- PAH

- FBNT

146. Uwpdwuh hwdwfunmwuhop ywjdwuwynpywsd £ hbnlyw| gbiuh wwengbu
nwppbpwyubpny’

U- SMN1

P- APC



9- HBB
- FBNI

147. Uwpdwuh hwdwfunnwupoh Yuulwoény pnidwnnth dnuin FBNT gbiup
hwonpnwlwuntejwu ubipybuwynpdwu wpryniupp pwgwuwlwu k: h"us whnp
E nhwnwinpyti hwonpnhy:

U- hpwywuwgub] Uwpdwuhu-udwu wy| awpwygwhjntujwdpwjhu
hwdwfuwmwuhgutiph gbiutiph fudph NGS hGunwgnunniejniu

P- Ggpwithwyb| (wpnpwwnnp giubinhjwywu pliunmwynpnudp

S~ hpwlwuwgub FBN1 quh MLPA hGunwgnwunnip)ntu

- hpwywuwgub] wphnunhwh hGunwgnunnie)niu

148. Lunwublwu dwnwuqwlwu hhwbpfunGuwntipn|tdhwu hhduwywuntd
wuwjdwuwynpjws § hbnlyw| gbuh wwengbu nwppbpwlutpny’

U- HBB

P- LDLR

Q- FMRI1

- DMD

149. Npn"up BU punwubywu dwnwugqwywu hhwtptuniGunbpniGdhwih hbwn
wungwgywd gliubip

U- SMN1 L. DMPK

P-CFTR L F8

Q- APOB L PCSK9

D HTT L FMRI1

150. Cunwublwu dhobipypwdnwihu inbunp (wwppbipwlywu hhjwunnie)niu)
wuwjdwuwynpjws § hbnlyw| gbuh wwengbu nwppbpwlubpny’

U- MTHFR

P- FMR1

Q- MET

- MEFV

151. MtGinwnp hwdwfuwnmwuhop hhduwwund wwjdwuwynpgwéd £ hbinlyw| gbup

wwpengbu nwppbpwyubpny'
U- MECP2



P- MTHFR
- RET
- ROSI

152. NtGinh hwdwfumwuhop hhduwywunw wfumnmwhwpnud k.
U- Epynt ubintphu £ hwjwuwpwwbu

P- hquywu ubinh utipywjwgnighsubphu

S~ Uhwju wpwlwu ubinh ubipyuwjwgnighsuphu

+- Uhwju wpwlwu ubinh unpwdhuubphu

153. Shwnnfupnd CYP2C19 gbuh wwpengbu W npn2 ynihdnpd wnwppbipwlyubph
hwdwwntin ytipnonigjwu dwpdwyngbiubinhy pliunp quwhwwnud
gbubnplwywu nbnbywwnynipyniup, npp yepwpbpnud £

U- 5-intnpnipwghih bywndwdp opquuhqih wuhwwnwlwu ywwunwufuwuhu
Ywd npw Unipwhnfuwtwynypjwun

P- Jwpdwphuh uywwndwdp opgwuhgqih wuhwwnwlwu wywunwufuwuhtu Yuwd
npw Unypwihnfuwtwlynyejwun

Q- Yinwhnngptiih uyuwwndwdp opqwuhqih wuhwwwlwu wwunwufuwup

+ Lwlywngh uywwndwdp opquuhquh wuhwwnwlwu wuwuwnmwubihnigjwup

154. DPYD qbtuh wwpengbu wwppbpwyubph hwdwwnbn ybpindnipjwu
dwpdwyngbiubinpy pliunp guwhwwnud £ ghubinpluwywi wnbnbGlwwnyniyentunp,
npp yepwpbpnud |

U- Ynwhnngpbih uyuwwnmdwdp opquwuhqiph wuhwnwwl ywwnwufuwuhu Ywd
npw Unypwihnfuwtwynyejwun

P- Jwpdwphuh uywwndwdp opqwuhgqidh wuhwwnwlwt ywunwufuwuhtu Yuwd
npw Unypwhnfuwtwynypjwun

S- Lwlywnngh uywwndwdp opquuhqih wuhwwwlwu wuwuwnmwubihnygjwup

- 5-3|ntnpnipwghih uywwndwdp opgwuhqup wuhwwnwwt ywwnwuluwup b
Ujnipwhnfuwtwyniejwunp

155. MTHFR gbuh wwpengbu wwppbpwyutph hwdwwtin ybpnwdnipjwu
dwpdwyngbubinpy pliunp guwhwwnud £ ghuinpluwywu wnbnblwwnyniyentunp,
npp yepwpbpnud |

U- Ubunwuwunpbpuwwnubiph ujwundwdp opquuhqih wuhwnwlwu
wwwnwufuwup U Unipwihnfuwtwynipjwup



P- Uhddwuunwwnhup tywundwdp opquuhqih wuthwnwlywt ywwnwufuwup b
Ujnipwhnfuwtwlyniejwun

Q- 5-Ppntnpnipwghip Uywndwdp opqwuphqih wuhwwnwywu ywwnwufuwup W
Ujnipwhnfuwtiwynipjwup

- hphununblwup uyuwwmdwdp opgqwuhqih wuhwwmwlwu Ywunwufuwup W
Ujnipwhnfuwtwynipjwup

156. CYP2C9 qbuh wwpengbu wwpptipwyubph hwdwwtin ybpndnyejwu
dwpdwyngbiubinpy pGunp qguwhwwnnud £ gbubnplulwu nbnGlwwnynie)niup,
npp Ybpwpbpnud |

U- Ubunwuwunpbpuwwnubiph ujwundwdp opquuhqih wuhwnwlwu
wwwnwufuwup b untpwithnfuwbwynigjwun

P- Jwpdwphuh uywwndwdp opgqwuhgqdh wuhwwnwwl ywwnwufuwup W
Ujnipwthnfuwtwyniejwun

Q- 5-Ppntnpnipwghip Uywndwdp opqwuphqih wuhwwnwywu ywwnwufuwup W
Ujnipwihnfuwtiwynipjwup

T Snwpreyh dbunwpnhqih wuhwwnwywu niuwynyejwup

157. N"p hwdwfunwupou £ dwnwugynid wnunnund-nbigbupy auny:
U- "Hniptup dywuwihu nhuinpndhw (DMD)

P- dhwnwdhu D-h uwwdwdp nbGghunbuwn nwjuhunhqd

S- Yhuwnng $hpnng

- Utununpnwjwahuw

158. Lwuph” Pwph dwpduhl (Barr body) niup 48,XXYY Ywphnunhwny wuhwwnp:
U- utly

P- Gpynt

4- Gpbp

- Ny dtyp

159. ®Ptupniu X ppndnundh hwdwfuwmwuhoh htn juwywd FMRT gbliup
JGpwpbpjw) n"p wunnuwu k£ 6hown:

U- Wu wwpnibwynid £ thnihnjuwywu pwuwyny GGC nphwnutip

P- Wu Ywpnn £ hwunhwt snpu tnwppbip witjwhu dubpny

G- 100-hg wybjh inwunwyGnunhnwjht Ypyunnnyentt ywpnituwynn wibjwihu
aup Ynsynud £ wdpnnowlwu dnunwghw (full mutation)



- Unpdw| wbjubpp ywpniuwynd Gu 55-200 Gnwuntynunhnwjhu
Ynpyunnniejniu

160. Ninnigpwjhtu unwypbiunp gbubiph yepwpbpjw n’p wunnuwu k£ 6hown:

U- Ut wibinwd wywnhqwgunn nndhuwtwn dninwghwt wnwowguntd £ pgowihu
npwuudbnpdwghw

P- Ouyngbutipp dninwghwih Gupwplyws Ywd wdwyhdhlwgywsd ninnigpwhu
uniypbiunp gtutip Gu

- Ywuwlwu «Bpynt hwpdwdh» (two-hit) dnnbih hwdwdwju' wuhpwdtion
Gpynt wikiubph $niuyghwih Ynpniuwn

T THpwup dnwnwghwih Gupwnpyywsd ypnwnnouyngbiutip Gu

161. Ouyngbiup unynpwpwp wnwowuntd k'

U- Unpdw gGunwd dniuyghwih Ynpuwnh (loss-of-function) thnihnfunipjuu
htinlwupny

P- Ywpgwynphs uwyhwnwynigh wpunwnpniejwu ujwqdwu hGnbwupny
G- Ninnigpwjht unwwypbiunps gbuh nnwwyhywghwiph hGunbwupny

- Mpnwnouyngbuntd wywmhywgunn (gain of function) dntinwghwih
hGunlwupny

162. hugn"t  gfuninbinh thnpp wunpubiph hhqwunniegynituubiph (cerebral small-
vessel disease) htinwgnundwu hwdwp Yhpwnynud gbuwjhu wywub;:

U- Unlyw £ pwpép gubnpluwlwu hbGnbpngbunteginiu

P- <pwunnieiniup ywydwuwynpywsd £ Yplyuynn hwonpnuwlwunie)niuutiph
punjwjudwdp

G- Cwyntuh £ dhwju dGY dninwghw

Y- Cwyinup sbu hhjwunnigjwtu hbn juwywsd qtubip

163. Gtutinnhjuwywu hGunwgnunniejwdp dGuninhwyh hwdwnp ywwnwufuwuwwmnt
wwengbu wmwppbpwy sh hwynuwpbpyb: Wu wpryniupp'

U- Pwgwnnud | qbubinmhjuywtu ywwnbwnp

P- Cwuwnwwnnud £ npw uynpwnhly punyep

S- 2h pwgwnnud ghubiinhlwlwu ywwnbwnp

T Luwpwynpnipyntt £ vnwhu hpwwuwgub) puinwuhph wunwdutiph
Ywufuwwnbiuphs hGinnwgnuniejniu



164. <bnlyw| hwdwluwnmwuhoubiphg n’pu £ wnwowunwd ppndnundw)hu
nbitghwjh (hwwndwsdh Ynpuwnh) hGinbwupny:

U- CHARGE hwdwfuwnwuhp

R- ®fupniu X ppndnundph hwdwlunwuhy

G- Cwpyn-Uwph-Snieh hwdwfuwmwuhy

- Mpwnbip-Yhhh hwdwfuwnwuhy

165. Lojwdubphg n"pu £ ubgdbunmwhu nnuyhywghwubpnyg dhounpnuwynpyuwd
wdbtbwwwpwdywd dhypnnbilighnt hwdwfuwnmwuhop:

U- Hh&npoh hwdwfunwuhy

P- MGwnhunpjuunndw

Q- Mpwnbp-Yhihh hwdwfuwnwuhy

- Uuhphnhw-4Yhjdup ninnigph hwdwfuwnmwuhg

166. <twnlyw| Gpunypubphg n"pu § wiphwinhnhwih wnwowgdwu
wdblwwnwpwdywsd dbfuwuhgdp:

U- Lhdtiphqu

P- Uty 6Jwpooh ptinduwynpnid Gpynt ubipduwpohony

G- Uwjpwywt hwwnhn ppndnundwiht hwjwpwywqdh Ypluwwywnyned
Y- Stunpwwnhn pinduwynpnud’ jnipupwuginip ppndnundh JBY ywwnbbup
htGunwagw Ynpuinny

167. Upryn’p 46,XX Ywphnuhw niubignn wuhwwp Ywpn'n § Ypb SRY gbup:
U- Wn, npw wwwdwnp ufuw| Ypnupugndbpu £ X LY ppndnundubipp dhold!
hwpwyhg wulnnwniinnund PART hwunygwédh htiwn

P- Ns, pwuh np Y ppndnundh qutipp s6U Yupnn hwjnuwptpyt X ppndnundp
Ypuw:

G- Ny, pwuh np SRY qbup hwunhwnd £ dhwju wpwwt ubnh wuhwwubph
dnuwn:

- Ny, pwuh np ubinwywu ppndnundubipp htidhghgnun Gu:

168. Ajwpwuh nbipwunndwjh wwundwn tu hwunhuwuntd
U- 1 dwjpwlwt gbund b 1 hwjpwlwu gbund

P-1 dwjpwywu gbund U 2 hwjpwlwu qbund

S- 2 dwjpwywt gbund b 1 hwjpwlwu gbund

T2 dwjpwlwu gbund b O hwjpwlwu gbund



169. EDTA-U uwywuwnnud £ wpjwu dby YUle-h ywhwwudwup'
U- Gpygwitun Yuwnpnuubiph fubjwunwghwih dhongny

P- YUI3-u wdwyh$hlywgubnt dhongny

Q- FUI3-u Yunpbnt dhongny

- FLI3-u ubipybint dhongny

170. YU(3-h Lpunpwyghwihg htinn [ntuwjht wihph owunhywywu A260/A280
swithnudubipp unynpwpwn Yhpwnynid Gu hbGnbywp guwhwwunbint hwdwn.

U- Uniybhuwpeniubph dwppnieginit’ opquiuiwlwu jndhsubiph pwuwyh
hwdbdwun

P- TULIF/MUIG pwuwlwlwu hwpwpbipnieiniup

Q- Lnwythuwppeniubph dwppnigynu’ uwhwnwynigubph pwuwyh hwdbdwwn
- UnwyGhuweeniutiph nbgpwnwghwih wuwnmhtwu

171. Epunpwyghwjh Gupwpywsd LIS udniph opqwuwwu ndhsubtiphg
dwppnijwt wunhbéwup Yupbih £ quwhwunt)

U- Lnuwjhu wpunppghwih A280/A230 hwpwpbtipwygnipjwdp

P- Lnwjht wpunppghwjh A260/A230 hwpwpbipwlygntejwdp

Q- Lnwwjhtu wpunppghwih A260/A280 hwpwpbpwygnipjwdp

T Qtundwjhu VYUle-h punhwuntip EiGYUpNdnpGnpYy ywwnytipny

172. YU(3 udniph fuhuin gwdp A260/A280 Ywd A260/A230
hwpwpbpwygniejniuutipp Yuwufjuwwnbunwd Gu

U- UbpYGuwynpdwt wprynituwybinnigjuu pwpbjwyntd

P- Gpwouwynpywd npwywu MTN wpryntup

G- Yula-h nbgpwnwghw

T dwwn wdyhbhywghwih Ywd ng hwdwuwnh wpnynitupubin

173. MGN-u (PCR) hhduwlywunw Yhpwnynid £

U- YUI3-h npnawlh hwonprnwywuniejniuubp Ypluwwywmybine
(wdw(hphlwgubint) hwdwp

P- TFULI3-U pwjpwtint hwdwp

Q- MFUI3-U npwuuygwghwih upwnpybint hwdwp

T Uyhwnwynigubip wugwinbiint hwdwp

174. MTN-h (PCR) wnhwhy ghyh wnwehu thnyu £’



U- Gplwpwgnudp (Einuqughw)

P- Hauwwnniypwghwu

Q- Mpwydbputiph Yndytubunwnp dhwgnidp
% Lhgwghwt

175. MTN-h nbuwwnipwghwiph hngnid’

U- Mpwjdtpubipp dhwunwd Gu Vule-hu

P- hpwywuwgynid £ NFLIG-h nnpwtugwghwu
G- Gplyoanpw HLIG-U pwdwuynid |

T} YUl3-h hwundwdubipp dhwunwd Gu

176. MGM-nwd Yhpwnynn wypwjdbpubipp

U- 4 uniytninpnutiph hwywuwnp pwuwynipjwdp fuwnunipn Gu
P- FLI3-h dhwonpew Ywpd hwonpnuwlwunyeiniuutip Gu

Q- FUla-h Gplyonew Ywnd hwonpnwlwunteiniuttip Gu

- YUI3-h dhwonew Ywpd hwonpnuwlwunyeginiuutip Gu

177. Taq wnihdbpwap Yhpwnydnid £ NTN-nud (PCR), pwuh np wyu’
U- Ywyniu £ pwpép obipdwunpbwuubph ufwwndwdp

P- Lwjpwynud £ ypwjdbputipp

Q- Yupnud £ FUIS-U

F YUl3-h dnjynyp Gupwpynud £ nGuwwnnipughwih

178. MCM-h (PCR) Einuqwghwjh thnynd Yuld-wnhdbpwagn
U- UWugwinnid  YUl3-h Gpynt onpwubinp

P- Uhupbqnid £ FULI3-h unp onpw

Q- LPwjpwynud £ Fula-u

- <Gnwgunud £ hunpnuubipp Fula-h dntiyniihg

179. <wlwnwps-npwuuyphwywnwagny NSN-u uluynd £
U- Lpndwwnhuhg

P- TULla-hg

Q- MFULld-hg

- £pndnundhg



180. <wlwnwpa npwuuyphwyunwgp hnfuwybpwnud £
U- YUfa-h dby onpwt’ NFLIS-h

P- Uhwonpew wpwjdbpp' YndyGdbunwp NFLIG-h

Q- bpyonpew YUIE-U' YndyGdEunwp NLIG-h

Y- Uhwonpw MNFLIG-U" Yndwytdbunwp Yul3-h

181. MTM-h (PCR) wypwjubipubiph uwywuwwyu &

U- Uwywhnyb] YUle-h uphupebgh dEluwplyuwhu Yhwnbp Yule-h Gpynt
hwlywnwna onepwutinh Ypw

P- lupwub)] LIS nEuwwnnipughwu

4- Ujwpunb| FLIS-h wdwhdhlwghwu

Y- Cwynuwpbpt] YUl onpwih ypw gbuh wypndnnnpuihtu hwndwdp' Vule-h
uhuptigh dayuwpyh hwdwp

182. M&N (PCR) ghyjiph pwuwyh wybjwugnidp unnpwpwp’
U- Ywufunud £ FUI3-h uphupbqp

P- Utidwgunud £ wdwhdhywghwih pwuwlywlywu wpryniupp
Q- Lbnwgunwd £ wypwjdtpubpp

Tt <wugbigunwd £ VYUl3-h nigpwnwghwih

183. MTM (PCR) nbwyghwjh pwgwuwlwu uwnnighsh updwyp sh wwpniuwynid
dwwnphgwhtu LIS, uwlwju wnwowgund £ wpryniup: Udkuwhwjwuwlwu
pwgwwpnieniut k'

U- Cwonnywd pwgwuwlwu uwnnighs

P- fdGuwnh dhoin hpwlwuwgnd

4~ GGubiinhyuwywt wnununnid

- Mpwjdbph gwop Ynugbunpwghw

184. MCN punmwynpdwu nbwpnid npwywu unnighsp sh Gupwnyyb
wdwhdhywghwih, dhusnbin pnidwnniubipp FLIS udnpubipp wdwhphlwgyb)
tu: h"usp wbiwp | uwfu hwodh wnub):

U- Pninp pnidwnniubiph wpryntupubpp npwywu Gu:

P- f(Funwynpnudip Ywd npw uwnnighs udnipp dwfunnyb k:

Q- Pnidwnniubpp dhwtpwuwy niubu dnunwghw:

- Jdbipp updwd pninpp:



185. hpwlwu dwdwuwynid pupwgnn MEM-nw (real-time PCR) Ct/Cq wndtipp
unynpwpwn gnyg £ wnwihu.

U- 3hyip, nph pupwgpntd pintnptiugbiughwts hwwnnwd £ uwhdwugwsé otdp
P-3hyip, nph pupwgpnid wjwpunynu b wdwihbhlwghw

Q- 8hyp, npp pupwgpnd gpwugynwd £ wnwyb] wdwhdpywugywsd VYol
pwuwy

- YUla-h wdwyhynup GpYwpnieiniup

186. hpwlywu dwdwuwynid pupwgnn MCM-nud (real-time PCR) Ct-h wytih
gwop wpdtipp unynpwpwnp gnyg L wnwihu

U- Udwy(hphlwghwih pwgulwjnigniu

P- Uytih phy uygptiwlwt phpwiuwiht unthuwpent

G- Udbilh 2wun ulygpuwlwu phpwfuwihu unwyGhuweent

- D ninptiugbiughwjh pwgwlwjnie)ntu

187. Rwuwywywu MEM-nwd (qPCR) unmwunwpw Ynpp Ywpnn E ogunwgnpédyb
htinlyw|p quwhwuwunbint hwdwp.

U- FLIS-h unyininphnwiht hweonpnwywuntejniup

P- Ul3-nud CpG Ynqyuyubph pwuwyp

Q- VYUlS-h huwpwynp fluqdwu Ybwnbpp

T YUl3-h pwuwyp

188. Uniwunhwtipu MCM-nwd Yhpwnynud k
U- Uh pwuh wpwydtipwhts gnygtip

P- Uh pwuh VYUl3-wnhdbpwq

S~ Uhwju dbYy wpwjdbipwihu qnyq

- dNTP L ddNTP untyjininhnutip

189. Pnidwnnth MCM udnp, npwlwu unnighs udnp EGYunpndnptunpy
ybpnwnigjwu dwdwuwy gnyg Gu tnwihu uwbighdbpy wdwyhdhywwnh
pwgwlwjnyeintu, dhusntin pugwuwlwu unnighs udnnd pugulwinwd
wdwh$hywghnu wpryniupp: N°pu b ndjw punp dEYuwpwuniyeniup:
U- Pnidwnnth dnin pwgwlwinid £ phpwiu hwundwdp

R- MCN phiuwnp dwfunnywd &

Q- Pnidwnnit Ypnud £ wndjw; gbundwiht hwndwdh nbjbghw

Tt Pwgwuwlwu unnighs udnip wnunningwsd k:



190. MCM (PCR) htivnmwgnuniejniup wmwihu b hbGunlyw| wprynwtupubpp. «
Pnidwnnt’ npwlwu 2bpn « Fpwljwt unnighs udny' npwywu obpwn «
Pwgwuwywu unnighs udny' npulwu otipn N°pu b ndjw) wpryniuph
hhduwlwu fuunhpp:

U- HLfl3-h wupwdwpwp pwtwly

P- Pnidwnnth dnin wpryniupp dhwupwuwly npwlwu £

S SLubnhjuwywu wnununnud

- Mpwydtpubiph YndyGiGumwp dhwgdwu (annealing) guép obipdwuwnhbwu

191. MG (PCR) nGwyghwjh wpryniupnid uwwuynn wdwyhbpywuinhg pwgh
unwgyb Bu Jh pwuh wuuwwubh wdwh$hywnubp: N°p inthnfunieyniup
Ywpnn £ ujwqbigub| ng inipwhwwnny wdwhdhlwghw:

U- Mpwydbpubph Yndwtdbunwp dhwgdwu (annealing) obpdwuwnmhbwup
hotignid B. VYU(3-wnhdbpwgh thnfuwphund hwwnwpd-npwuuyphwyunwgny
P- dNTP untyjininhnubiph thnfuwphunwd ddNTP uniyninphnutipny

Q- Mpwydbputiph Yndytubunwnp dhwgdwt (annealing) stpdwuwnphéwup
hwdwwwwwufuwu pwpdpwgntd

192. Gpynt pnidwnniubiph Fufe-udnipubp Eumwynpynid Gu dpuunyu
pwuwlwlwu MTN (GPCR) dhongny' « Lidn A: Ct =18 « Ldny B: Ct = 32
Gupwnnbiny, np ytpnwdnie)niup 6hown £ gnpdnid, np udnpu £ punhwunip
wndwdp niubigh] wybh 2wwn twuuwlywu YUI-h pwuwynip)niu:

U- Ldnip A

P- Ldny B

Q- Gpynwuu £ niubu FUIS-h Ghoin unyu pwuwyp

- 26U Ywpnn hwdbdwunyb

193. YUla-h dwpybipwihu uwunnuwyp gnyg £ wvnwihu, np pnidwnnith MG (PCR)
wpryntuph swihp dnunwynpwwtiu 500 uniyinimhnutph qnyq £ (u.q.):
Uyuywynn wpmyniuph swihp 500 u.q. £: by  uw gnyg nwjhu:

U- Swpptipwyp wwrengbit b

P- MCM wprynwupp ntuh wlyuywynn dnuinwynp swithp

S~ Pnidwinnth dnin dhwtpwuwl hwuwnwwnynid £ hhjwunnipntup

- Pnidwnnih LIS hwonpnwywunieniup (hnyhu unpdw £

194. MGM-nw (PCR) pwgwuwwu unnighsh udniph uwywwnwyu £ oquby
hwjinuwpbipb)



U- MCM-nud (PCR) oguwgnpdywd Fula-h ng 6hon pwuwyp

P- Uhuywiynn phpwiu/wpmyniup giutinhwlw tnwppbpulyp

G- Gubnpyulywu wnuinnunjwdnyentt Ywd ns uytighdhy wdwhdpywghw
- Uty nipho qiuinpyuywt nmwppbpuy

195. Gpb MTMN-h pwgwuwlwu huyhs udnynd pwgwhwjnynid &
wdwjihdhlwghwih uywuynn wpryniupp, wuwyw wdbuwywplnp
dGyuwpwunieyniuu .

U- MCM-h wybih pwpdp gqquyniuntejniu

P- Ghan wdwh$hlughw

Q- Unpdw| wpnyntup

- luwpwynp gbubnpluwlwu wnunnnnd

196. Pnidwnnth dnwn Juulwdynud £ HBB gbuntd hwjnup bW mwpwéddwd
dhwuntytnunpnwihu wmwppbpwy: Np dbpnnu b wnwyb) uywwnwlwhwpdwp
npw wpwg hwunwundwu hwdwp:

U- Uib-uwtighdhy Ywd dniinhwypu MTt (PCR)

P- Ywphnunhwwynpnd

Q- FISH

T NGS

197. Npuk qtup Epuwypbuhwih dwlwpnwyp npnatiint hwdwp MFLIS-h
dwlwpnwyny n"p dbpnnu £ wnwyb] uywwnwlwhwpdwp Yhpwnbi;:
U- wibl-uwytighdhy Mot

P- wdpnng tyqndh ubpytuwynpnid

S~ hwlwnwpd npwuuyphyunwquiht pwtwlwlwu MENH

- MLPA

198. Uunpny Yihuplwlwu tpwuwyniejwdp uwjwjuhuqwiht tnwppbipwyp
pwgwhwjunyti £ wninnund nndhtwuwn Gnwuwyny dwnwugynn
hpJwunnigjwu htn juwyws gbund’ punwupph dpwju wjunwhwpywsd
wunwdubph dnw: Np jwpnpwwnnp dnnp wpnn £ quwhwwunb
uwwjuhugwihu wmwppbpwyh $niulyghnuw| wagnbignieiniup:

U- Ujbi-uwltighdhly NS

P- Udpnny tygndp ubpytuwynpnid, npp ubpwnnw £ Eygnuubippu
uwhdwuwyhg hunpnuwihu nnunp b wygbwywnnpwihu ujwqugnyup 20
unwyininhnubipp



S- nGunphyunwquihu Ytpindnipynit, nphtu hwonpnnid £ pwgdtunwihu
ybip|ndnieyntup

- hwywnwpd npwuuyphwyunwagny MEMR, nphu hwonpnnid £ tnpwuuyphwuinp
utipytuwynpnwip

199. dwnwugqwlwu hhjwunniejwu hwdwp wwunwuluwtuwwnnt gliuh founder
Ywd ynwniywghwjnid pwpép hwwhuwywunyejwdp hwunhwnn wwengbu
dhwuntyGninphnwihtu Ywd thnpp indel nwppbpwyutph hwdwwntin wpwg
pGunmwynpnidp wnwyb] wprynitwybinn £ hpwlwuwgub hbGnlw| dGennny
U- array-CGH

P- UG|-uwtbgh$hy dnywunpwtipu MGt

Q- FISH

- nGunphyunwquihu-EGYunpndnpbnpy ytpndnieiniu

200. Lodwdubiphg np dbennny huwpwynp sk pwgwhwjnb uinwywu X
ppndnundh tnphundhw:

U- Ywphnunhwwynpntd

P- Lpndnundwjhu microarray

- Uti-uwtighdhly MG

- Paired-end wdpnng tygndh ubpytuwynpnid

201. N°p dbpnnu b wnwuduwgund YUI3-h pwgdbunubpp pun swiuh:
U- Mchi

P- <b biEyunpwdnntiq

%~ hwdbdwwnwlwu gbundwjhu hhpphnhqughw

“}- Western blot

202. <nphgnuwlwu wqwpnquwjhu htny ElGYwnpndnptigh pupwgpnd Yula-u
nbnwownpdynd k£ nbwp'

U- Pwgwuwywl EGYwnpnn

P- Tpwlywu EiGYwnpnn

G- Uhusl htih YGuwnpnu

- FUIS-udniph ubipdnwddwt thnuply

203. FUf3-h thnpp hwwndwdubipp wybih Gplwp hwindwdubph hwdbtdwn
nbnwownpdynid Gu.



U- LEpdnwddwu thnuhyhg wybh nwunwn b wybh Gpywp hinwynpnientu
htijh dhony

P- Lbpdnwdwu thnuhyhg wybh nwunwn b wybih Yupd hbnwynpnieginwu hbh
dhony

G- Lbpdnwddwu thnuhyhg wybih wpwag b wybh Yupéd hbnwynpnieiniu htijh
dhony

T Lbpdnwdwu thnuhyhg wybh wpwag b wybh plwp hnwynpnieginiu hbh
dhony

204. YU(3-h uwunnwlu ognwgnpdynid £

U- MCM wdwyhynuubiph swihp guwhwwnbiint hwdwn

P- TULI3-U wdwyhdhywghwih wnfwjnieintup guwhwunbnt hwdwp

S- Npwtiu EjGYunpn$nptgh pupwgpnd MTM-h npwlwu unnighs udnwy
- FUI3-h huwpwynp nbigpwnwghwu npnatiint hwdwp

205. N°p hb-EGYwnpn$nptgh dhongny E huwpwynp wnwyb) hunwy pwdwuw
punwdtup 20 U.q. wwppbpnyjwdp Gpynt MGMN-wdwhynuubip

U- 2% wqwpnqujht ht

P- 4% wqwpnquwjhu ht|

9- 0,5% wnihwyphjwdhnwht hti

- 2% wnlhwyphwdhnwihu hty

206. "Hnubuh dywuwihu nhunpndphwih Yuwulywény pnidwnnih dnwn
wuhpwdtioun £ uinnigb DMD qbunwd nblighwutiph Ywd nnwwyhlughwubph
wnlwjnigynitup: Lajwdubiphg n"p daennu b wpryniuwybun npwup
pwgwhwjunbnt hwdwp:

U- MLPA

P- Ukugbiph utipytuwynpnud

4- FISH

1 RT-PCR

207. MLPA-U hwwunjwwtu ogunwlwp Lt hbunlywih hwjnuwpbpdwu hwdwp.
U- Eygnuwiht dwlwpnwlh nbiighwubp W nnuwyhhughwutip

P- Uhwuntytninhnwjphtu wnwppbipwlyubn

4- hudbpupwutbip

T <wjwuwpwyonwsd ppndnundwihu tnpwuuinywghwutbip



208. Pnidwnnth dnwin Ywulwédynid £ BRCAT qtuh 10-pn -12-pn Eygnuubiph
dhowlwjph nbtghw: Laywdubphg n"p dbpnnu E uwywwnwlwhwpdwp win
ntltghwu pwgwhwjyntiint hwdwp:

U- UjGl-uwtighdpy dniyuinhwytipu MG

P- MLPA

G- Ywphnunhwwynpnd

- hwlwnwpé npwuuyphywnwagny pwuwywlwu MGt

209. <pjwunniejwu htn wungwgywd gbiuh dh pwuh nwuntd, thnpp
Eygnuubiph dhusl 1 Kb htiinbipnghgnun nbijighwu np dGennutipny £ huwpwynp
pwgwhuwjunbi:

U- MLPA wd wnphwtunwihu-wypwjdtputpny MGt

P- Ukugbiph utipytuwynpnd

G- MLPA Ywd witi-uwbghdhy dniunhwytpu MCMt

+ Pwquwgnyu FISH (multicolor FISH; mFISH)

210. MLPA-h n"p nbwyghwh nbwpnud £ uywuynud ubpphtu unnighs Swnwynn
nGuwwnnipughnt D-$pwagdbiunutiphg unwgynn wdbkuwgwdn wgnwuwun:
U- AT-nd hwpntuwn VUG hwonpnwwunteiniu b wnh pwpép Ynugbunpwghw
wwnniuwynn nbwyghwnwd

P- CG-ny hwpnwwn YUIG hwonpnulwunieiniu b wnh gwdp Ynugbunpwghw
wwpniuwynn nbwlyghw)nid

4~ CG-ny hwpniun VYUld hwonpnwlwunyeiniu W wnh pwpdp Ynugbunpwghw
wwpniuwynn nbwyghwnid

- Jdbpp updwdubtiphg ny dbynwd, pwup np FLI3-h hwonpnuwlwunyeiniup W
wnh Ynugbunpwghwt s6u wgnnud D-ppwgdtiunmubph ypw

211. Ukugbipph ubpytuwynpdwu dwdwuwy Hula-h uhupbgp nwnwnpbgubnt
hwdwp untytninpnh n"p wbuwyu £ ogunwgnpdynid:

U- dNTP

P- ddNTP

Q- ATP

“+- rNTP

212. NGS dtpnnny pwgwhwjinywd hndnghgnwun dhuubitiu tnwppbipwyh
wnlwynypintup punwuhph wunwdubph dnn pGunwynpbint hwdwp np

rhpwluwihtu depennp wnbh £ Yhpwnby:



U- Utugbiph ubpytuwynpnid

P- nmwunwnpw Yuphnunhwwynpnd
Q- FISH

- ppndnundwjhu microarray

213. Utiugbipp ubipytuwynpdwt nbwyghwjnd Yhpwnynid Gu

U- dninpbiugbiun gniuwunyeny upwlypdws wpwydbpubp' ddNTP
unwyininhnubtinny

P- $ninpliugbun gniuwunieny tpwypgwsd dNTP uniytinnnhnutip

G- Undnpwlwt ddNTP unwyjtinnnpnutipn b FLfd onpwh upupbgp punhwwnn
dNTP untyininhnubin

- Undnpwlwt dNTP untyininhnubip b VULl onpwih uhtpbgp punhwwnnn
ddNTP unwyninhnutip

214. Yhnbopuphuntyinunhnutiph (ddNTP) n"p YGuuwphdhwlwu
wnwuduwhwwnynieiniuu £ hwugbigund VUl onpwih iplupwgdwu
nwnwnpbtigdwun:

U- 5" $nudwnwipt fudph pwgwlwnyentup

P- Snudnnhbupbpw)ht yuwh duwynpdwu hwdwp wuhpwdtion 3' OH fudph
pwgwlwjnypinup

G- Swywntu dintnpbiugbiunwihu whunwyh wnlwinyeiniup, npp fuwugqwnpnid
wn(pdtpwagh Yuwdwup

T+ YUlS-nud uynwu Gpypnpnwghtu Yunnigwdpubip duwynpbint niluwynipintup

215. huyn"t ku Ukugbpp ubipybuwynpdwt dwdwuwl ddNTP-ubpu
oguuwagnpdynid wykih gwoép Ynugbtunpwghwiny, pwu dNTP-ubipp:

U- Mpwydbphg wudhowwtiu htwinn onpwih Gplwpwgdwu nwnwnpbgnidu
wwwhnybnt hwdwp

P- ddNTP-ubiph wwuwnwhwlwu ubipwnnwipg funtuwthtint hwdwn

G- GC-ny hwpnwuwn dwwnphgutiph ujwundwdp nbwyghwh uwytighdpynieiniup
pwpdpwgubint hwdwn

+- Ul wynihdGpwaght huwpwynpniejntt twnt uhtebiqbi| nwppbin
Gpywpniejwu YUl hwndwdubp' dhusk dANTP-h wwwnwhwwu ubpwndwdp
2nrwjh tplwpwgdwl nwnwntignidp

216. Ukugbiph ubipytuwynpnudp ubpywjnidu hwinwwbiu Yppwnynid
U- Npnawyh hwjinup gbubinplulywu wmwppbpwyubpp hwunwwnbiint hwdwn



P- GGutipp fudptipp dJhwdwdwuwly hbGwnwgnunbiint hwdwn

G- Cuwpwynp CNV-ubipp (hnthnfuwyw pyny hwndjwdubin) hwjinuwpbpbint
hwdwp

T Qtundh hwwnnwy deehi-uwytighdhy W Ypyuynn hweonpnwywunieiniuubpp
ubipyGuwynpbiint hwdwnp

217. Gpb wnyw t gbiup dby, dhoht swihh Eygnup nbijighw htuintipnghgnwun
Ywpgwyhbwynid, np dbpnnny wju htwpwynp sE pugwhwjunt):

U- Unynpwlwu MTM

P- Utugbiph ubipytuwynpnd

Q- MLPA

- Pwuwywywu MEM (qPCR)

218. Ukugbiph ubpytuwynpnip hwinwwbu bywwnwlwhwpdwp k, Gpp'
U- Uuhpwdtignn £ utipytuwynptip VFula-h npnawyh thnpp hwindwd

P- Uuhpwdtiown £ unnigbp wdpnng Eygndp' wwwnbkuubph pyp
thnthnfunieniuubpp hwjwnuwpbipbnt bywunwyny

G- Ywulwdynwd £ ppndnundwiht dwwpnwyp juwuqunnid

Y- Uuhpwdbiow | swiht) NFLI-h Epuwypbiuhwu

219. Pnidwnnth dnwn F8 gbiup tygnuubiphg dtynid Yuuywdynid £ dby
unwynunpnwiht wnwppbpwy (SNV): N°p dbennp Yupnn £ wudhowywunpbu
npnoti| wyn hwundwsdh uniyinnhnwihu hwonpnwlywunteiniup:

U- Ukugbiph hwonpnwlwuwynpnwd (Sanger sequencing)

P- Ywphnunhwwynpnid

Q- FISH

- MLPA

220. Ukugbiph (Sanger) utipytuwynpnwdp unynpwpwp wybih phs wpnyniuwybiun
E, pwu NGS-p, tpp'

U- UWuhpwdtioin £ nwunwduwuppt| dhwju dbYy tygnu

P- Uuhpwdbpwn £ dhwdwdwuwl ybpndt) hwpnipuynp qtutip

G- Uthpwdbion £ hwunwwnb) d6Y hwynuh tnwppbpwy

- Uthpwdbiow £ npnobp MCM Yupd wdwhynup hwonpnulwunieyniup



221. Udpnne gtundh ubipytuwynpdwt dbpnnny pwgwhwjuinyti  hwjnuh,
wwpengbu CNV, 70 kb Gplywpnipjwdp mwppbpwy: Loajwdubphg np dbennp
Ywpnn £ Yhpwnyb| pwgwhwjnwd wywengbit tnwppbpwyp ypwhwuwmwunbnt
hwdwp:

U- Array-CGH

P- Ywphnunhwwynpnid

4- Ukugbiph ubipdbuwynpnid

- MLPA

222. funp hunpnuwhtu dhwuntyGninpn nmwppbpwyh pugwhwjundwu hwdwp
np dbennu £ Yhpwntih

U- Unwunwpun MLPA

P- Lpndnundwjhu microarray

G- Uhypnuwwnbijhinwihu gbipnwdnientu

- Udpnne gbundh ubipytuwynpnid

223. Cwynpn ubipunh ubpytuwynpnudp (NGS) hpwywuwgynid &

U- VFUfe-h pwqdwehy hwndwdubph hwonpnwlwuniyenitubipp dhwdwdwuwy
npntint hwdwp

P- Uhwju qtuwjhtu hwwindwdubipph ubpytuwynpdwt hwdwp

Q- YUI3-h hwunywdubipp puwn swihuh wnwuduwgubiint hwdwp

T Uhwju uyhwwynig Ynnwynpnn hwindwdubtiph hwonpnwywunyeyniuubpp
uwhdwubint hwdwp

224. Utugbipph Ywd NGS ubipytuwynpdwdp pwgwhwjnjwd VYula
hwonpnwlwuntejwu wpryntupp wbwp £ dGluwpwuyh htnlywih htun dhwupt’
U- UbipyGuwynpdwt npwyh swithwupoubin

P- Yhupywlywu hwdwwnbpuwn

Q- Swppbpwyh ybpwpbpjw] wnyw nyjwiutp

- Jdbpp updwd pninpp

225. Pnidwnnth dnwn Gupwnpynw £ dwnwugquywu hhjwunnie)niu, npu niup
wpunwhwjinjwsd gtubnpyuywu htnbpngbunteinu U hnthnfuwlwu
Yihupywywu npubunpnudubip: N°p deennu b wpryniuwybun ndjw
hhjwunnypjwu qbubnhywlwi wiunmnpnadwt hwdwn:

U- Ywphnunhwywynpnd

P- GGutipp fudph (gene panel) NGS hGwnwgnwunnipntu



S- Uhwju FISH
- UGl-uwbgh$hy dnywnpwtpu MCrt

226. Udpnne gtiundh ubipytuwynpnidp (whole-genome sequencing)
wnwppbpynud £ wdpnng Eygndh utipytuwynpnidhg (whole-exome sequencing)
upwuny, np wju’

U- (hpwfuwynpnid £ dhwju EYygnuubipp

P- 2h wpnn pwgwhwjnb nbltghwubp Yud nnuiyhywghwubip Eygnuubiph
dwlwpnwyny

Q- (dny| £ mwihu quwhwwnb| ggundph Ynnwynpnn b synnwynpnn hwwndwdubipp
- 2h Ywpnn hwynuwptipt SNV-ubp (dhwuntyinunhnwiht tnwpptipwyutip)

227. Rwupgwgldwt swyuwpqupwuywd hwwwnnd niubkignn GpGluwh dnun
ppndnundwjht microarray ytipnwnipjwu wpnyntupp pwgwuwlwu £ W hwjinup
sk dby gbup hbn Yuwywsd whuhwjn wiunnpnond: N°p hGnwgnnniegniup
Ywpnn £ wwywhnyb) pnidwnnih himwqw wybih pungpyniu hinwgnunnidp:
U- Udpnn9 Eygndh Ywd wdpnng qtundh ubpytuwynpnid

- MLPA

Q- Ywphninhwwynpnid

- Utugbiph utipytuwynpnwd

228. Utiugbiph utipytuwynpdwtu ppndwinngpwidnd htitmtipnghgnun
dhwuntytninpnwihu wmwppbpwyp Yupnn £ npuunpdb npybu’

U- Syjwy uniyininhnuwiht nhppnud' dbly ququre U Yphuwyh ququpubn’
ppndwwnngpwdh duwgwd untyinnpnwihu nhppbpnud

P- SYjwy untyinunhnwihu nhppnid Gpynt qugwputp

4- Ulwywu qugwpe ppndwwnngpwdh jnipupwusginip untyinnhnwjhu
nhppnid

- Upluwyh qugwprutin ppndwwnngpwdh jntpupwugnip untyinnhnwhu
nhppnid

229. Utiugbiph ubipytuwynpdwt ppndwinngpwdh uygpnid Ywd 4bipgnid wnyw
gwdn npwyh unyinnpnwihtu hwenpnwlwunieniup whwp £

U- 2Jbpindyp’ phunp unwunwpun gnpdwnuwlwu pupwgwlwpgh hwdwdaw)u
P- Uywunndwun Ytpwny nwuwlwpgyh npwbiuv ywpengbiu

G- Udpnnonipjwdp wuwnbiuyh, bebt wnyjw] hwndwdnud ntin ufupwgpywsd stu
wwpengbtu tnwppbpwyubin



- Uuwnbudh, et wdjw hwindwdp pungpynud £ dhwyju huinpnuw)phu
hwonpnwlwunipjniu

230. Ukugbiph utipytuwynpdwu jwy npwyh hwonpnwlwuniypjudp
ppndwwnngpwdp gnyg E vwihu Bpynt ququpubp ntdtiptuu gbundh dby
unwynnpnwihtu nhppnud: P uswbu £ dGluwpwuynid ndjw) wpnyniupp:

U- UtipyGuwynpdwu nbwyghwih qgbubnpluywiu wnnnunnid jnipwpwignip
LI udnipnud

P- Gtundwjhtu hwunydwsdh dhwynndwuh dunnwjhtu nhundhw

4~ Lhwnbipnghgnun dbY uniyinnhnwjhtu tnwppbipwy

- <ndnghgnun dbY unyinnpnwjhtu nmwppbpwy

231. Utugbipp ubpytuwynpdwdp wninnund-ntigbupy inwuwyny dwnwugynn
hhwunnipjwt Yuwulywdny pnidwnnih dnin pwgwhwjwngb) £ hhuunnipjwu
wwwnwuluwuwwnt gtup dbY ywengbu dhuubuu nwppbpwy' hndnghgnun
Ywpgwyhbwynid: huswyhup®u £ iy mwppbpwyh ppndwnngpuwdwhu
wwnltipp:

U- Gpynt ququeutin, npnug hwdwwwwwufuwunn unyu untytininpnp
wnwppbipynud | nbdtiptuu gbundh wnyjw nhpph unwyninhnhg

P- Gpynt ququwputip, nnnughg GUhu hwdwwwwnwufuwunn untyinnhnp
wnwppbpynud £ ntdbptuu gbiundh wndjw nhpph uniytnuinhnhg

4- UbY qugquwpe, nnhtu hwdwwwuwunwufuwunn unwyinimhnp sh nwppbipynid
ntbbintuu qtundh ndjw; nhpph untyinmnhnhg

- Uty quqwp, nphtu hwdwwwwnwufuwunn untyGninpnp nwpptpynud

ntdbtintuu qtundh nyjw| nhpph untyininhnhg

232. Utugbtiph ppndwwnngpwdp dh hwwndwdp niuh hGinbyw
hwonpnuwwunigyniup' NHEdtpGuu -AATCCCCTACT G Ldnyy - AAT
- - - CTACAGUdniyh 4-6-pn nhpptipnud, wnjw E ntEdtptiuu
hwonpnwlwunyejwu tiptp unynunhnubphu (CCC) hwdwwwwnwuluwunn
untylninhnwjhu qugqwputiph pwgwlwnipntu, huly ntdtipntuu
hwonpnwlwuntgjwu 11-pn nhppnud’ JGY wy unwytinnpnh (A)
hwdwwwuwnwufuwunn JeYy ququpe: Npu k giubnpluwlywu Yepindnipyuu
wpryntupp, tipt ppndwwnngpwdp wdpnng phpwjuwiht hwwnywdnd niup
pwpdp npwy b wy mwppbpnyeiniuttp s6U pwgwhwjnyb| gbundh ntdbptuu
hwonpnuwlwuniejwu hwdbdwuw:



U- 4-6-pn nhpptin® GGG unwyjinwnhnutiph hndnghgnu ntjighw, 11-pn. nhpp
dhwuntytnuinpn T>A hndnghgnun intinulwntd

P-4-6-pn nhpptin® CCC uniyjinwhnutinh hndnghgnu ntiighw, 11-pn. nhpp
dhwuntyninpn T>A hndnghgnun intinulwntd

3- 4-6-pn nthpptin® CCC uniyinnhnutinh htimbipnghgnu ntjtighw, 11-pn nhpp’
dhwuntyininpn T>A hndnghgnwun nnbnwwnwd

- 4-6-nn nhpptip® CCC uniyinnhnutinh htiwtipnghgnwn nbitighw, 11-pn nhpp'
dhwuntynuinpn T>A htitmtipnghgnun intnwywntd

233. Ukugbiph ubpytuwynpnidp Yupnn £ shwjnuwpbipnt wdpnng tygnup
nbiaghwu, pwuh np'

U- Ukugbiph ubpytuwynpdwdp pwgwhwjnygnid Gu dhwju htntipnghgnun
wnwnptipwlutipp

P- Ukugbiph utipytuwynpdwdp pwgwhwjnynwd Gu dhwju dhwunwytinnnhn
wnwnptipwlutipp

G- QbLup djnw wibind FLIe-h hwonpnwwunyeintup Ywpnn L phub unpdwy
- Bhown Gu ybipnugywy pninp Gpbip ywwwufuwuubipp

234. Pnidwnnth dnwn Untubiuu wwpengbu dhwuntytninhnwjpu nmwppbipwyp
pwgwhuwjwnyti k paired-end wdpnng Eygndh ubpybGuwynpdwdp: husp Yupnn
lhubi] wwwnbwn, Geb dty w)| jwpnpwwnnphwind sh hnGunh$plwgynid nyjw
unuubuu nmwppbpwyp' dhlunyu Yeuuwhu$npdwnpy $wytph (.vef b.bam)
Ybipunnigdwtu dwdwuwy:

U- ISCN nwpptip undGuyjwwnnipwutipp (ISCN 2020 W ISCN 2024),

P- Uwpnnt ntdbptiuu gbundh nmwppbp hwjwpwlwqdtipp (GRCh38 (hg38) L
GRCh37 (hg!19) L ISCN undbulyjwwnnipw,

S~ GGutinmhywywu wmwppbpwyubph ClinVar myjwutph pwqw

+ Uwpnnt nbdbpbuu gbundh vnwppbp hwjwpwlwqdbpp (GRCh38 (hg38) L
GRCh37 (hg!9) L HGVS undbuyjwunnipw

235. Gpbip unwyGninhnutiph nbiftighwjh giundwjhu ntdtptiuu
Ynnpnhuwwnutipnd NGS pupbpgnwiutiph punhwuniyp phyp Ywaqdnd £ 120, huy
nbiighwu Ypnn pupbingnuiutinh phyp’ 30: Nppw’u £ uqunud wjdwy
GnwuntyGnuinpn nbiGghwjh wibwhu hwéwfuwlwunieniup (VAF):

U- 20%

P-25%

Q- 30%



- huwnwy sk

236. NGS ubipytuwynpdwt pupwgpnid unynpwpwn

U- gbutipwgynud £ ubpybuwynpdwu bty Ywd dh pwup pupbingnid(utin) (read)
P- HUI3 dpwagutiunubiph |hqughwihtu W gpwnwpwuutiph (library)
wwwnpwuwndwup bwfunpnnud Gu Yinuw| wdwyhdhlwghwu b ghyjwihu
ubipyGuwynpdwu gnpdpupwgubipp

Q- YUI3-h thnpp hwuinydwdh dninpbugbiun-uowyhp uniyinnhnubpp
hwonpnwpwp unyuwywuwgynid Gu (base calling) Fu(d-h dwwnphgwjhu
2nRewjh upwug Ynywiun dhwgdwup gnigpupeuwg

- Unwyininhnutiph hwonpnwpwn unyuwlwuwgdwup (base calling)
hwonpnnud £ FLI3 dpwgdbunutiph |hqughwt hwdwwwwnwufuwu
wnwwldtipubipny W gpwnwpwuutipp (library) wwwunpwuwnnwdp

237. NGS utpybuwynpdwu hwonpnwlywunipjwu dwdynypep (coverage)
JGpwpbpnud |

U- NtEdbGpLuu gbiundwiht hwonpnwywunipjwu jnipwpwugnip nhppntd
puptingnudutinh (reads) pwuwyp Ywd puebpgnidutiph dhoht pwuwyp, npnup
hwdwnpynud (align) b «dwdynid» Gu ntpbiptuu hwonpnwlwuniejwu hwnywsdp
P- NESEpGUU hwonpnulwuniejwu hwdbdwun dhwju ubpytuwynpdwu
otinnudutiphg qtipd puptipgnuiutiph pwuwywlwu funpnyenitup (depth)

%- GGundh uyhwmwynig Ynnwynpnn gbiutiph hwonpnwlwuniyentuttiph
pupbpgnudutiph dhohtu pwuwyp DV YGundh dhwju qgGuwhu hwindwdubiph
wnnynup (breadth), npwntin wwywhnywd £ uuquagnyup dGy pupbtipgnud

238. NGS ubipytuwynpdwtu gwop funpniejniup (depth) Ywpnn £ hwugbigub

U- pupbpgniudutinh (reads) ny 6houn hwdwnpdwu (alignment)

P- nmwppbpwlubiph pupbpgdwu pwgpenndwu’ htwnbpnghgnun wibjubpnd dhwju
dhwuntyGninhnwihu thnhnfunigjwt ywpwagquwnd

S- uwybtighdhynipjwu wynndwin pwpdpwgdw

Y- pwpdp Phred gnpdwlgh (Q30)

239. NGS ubipytuwynpdwt pupbpgnidutiph (reads) hwdwnpdwu (alignment)

thnyp bwwwnwl niup’
U- Cwdwnnb wmwppbip wuhwunubph NGS ubpyGuwynpdwu wpnyniupnid
wwngqywd YL hwonpnwlwunigyniuubpp' puwn gbundwiht wbnwdwubph



P- Cwdwnpbi| Yul3 hwonpnwlwunyejwu puptingnidutipp (reads)
wnbpuwwnhy uwwjupugh dbjuwuhquiny upupbtgynn hwjnuh twppbip dMHLIG-
utiph hwonpnwywuntejniuutiph htiwn

G- Cwdwnpbi|p Yuld hwonpnwlwuniejwu puptipgnudutipp (reads) dwnpnnt
gbiundh nbtdbiptuu hwonpnwywuniejwu htwn

T <wdwnpbip ubpybuwynpdwu wpnyniupnd pwgwhwjnywsd pninp
nwppbpwyubpp' nE$bipbuu hwonpnwlywunuyejwu unyu nhpph unwytinnpnh
hwdtdwuw, npnup niutit >Q30 Phred gnpdwlhg

240. Swppbpwyh wibwihu $pwlyghwu (Variant Allele Fraction, VAF)

U- Swppbpwyh wibjwhu $pwyghwt £ nygjw| giubiimhjuywu hpjwunnypjudp
wfuinnpnawd pnidwnniuiph dnun

P- Swpptipwy pungplynn gbundwjhts nhpph puptingnidutiph (reads)
pwuwwlwu funpniejniut E (depth)

Q- Swppbpwyp wibwht hwéwhuwywuniyeintut £ ynwniywghntu wndjwiutipp
pwquintd (on. gnom_AD, EXAC)

+ Swppbpwy pungpynn gundwjhu nhppnw puptipgnudutiph (reads)
dwulwpwdhuu &

241. Uwpnnt wpjwu |5ynghinutiphg unwgywéd +uI3 udnipnid wntinnund
ppndnundnid dty uniyininhnwihtu tnwpptipwyh dnn 45% wibjwiht $pwyghwt
(Variant Allele Fraction, VAF) ywpnn § hwdwwwunwujuwub|

U- Swppbpwyh hGinbpnghgnun Yupguwyhbwyhu

P- Swppbipwyh hndnghgnun Ywpgqwyhbwyhu

9 Swpptipwyh htidhghgnn Yupquyhéwlyhu

T Swppbipwyh wunpn? Yupguyhbwyp

242. Ywnbé puptingnwdutipny (short-read) NGS-h hhduwlwu
uwhdwuwthwynwubphg dtyp npnawyh hwindwdubiph ybtipdwudwu
ndqwpnieinitu §, dwutwynpwwbiu'

U- UGJwlwt uniytninhnuwihtu wnwppbpwlyutiph (SNV)

P- UpYuynn Ywd Yunnigwdpwjhu wnnwiny pwpn hwwnywdubph
G- ®npp indel-utiph

%- Eygnuubipp

243. Lot NGS ubipytuwynpnidhg htwunn Yauuwhupnpdwnhly dowydwu dhon
hphduwlwu hwonpnwlwu thnybipp.



U- pupbpgnudubiph unwgnid, puptipgnwiutiph (reads) hwdwnpnid (alignment),
www' npwlwlwu unnignd, nwppbpwyubph hwjnuwpbpnud (variant calling)
P- wmwppbipwyubph hwjmuwpbipnud (variant calling), puptingnidutiph unwgnid
W npwywlwu unnignid, pupbtingnwiubph (reads) hwdwnpnid (alignment)

S- pupbtipgnwiutiph unwgnw W npwlwlwu unnignud, puebpgnudutinh (reads)
hwdwnpntd (alignment), nmwppGpwlubph hwjnuwpbipnud (variant calling)

- pupbtipgnwiutph unwgnud, pupbpgnudutinh (reads) hwdwnpnid (alignment),
nwppbpwyubph hwynuwpbpnud (variant calling), www' npwywywu unnignud

244. NGS ubpytuwynpdwu dwdwuwy «phpwfuhg nnipu» (off-target)
pupbipgnup unynpwpwp vawuwynud £

U- UbpyGuwynpdwt nbwyghwjh wpwydbph hwonpnwywuniejniu

P- Mwpengbu nwppbpwy

G- Cwybigw] ywwbbu niubignn gbundwjhu hwunydwé

Tt Ubpytuwynpdwt hwdwp bwiuwwnbuwsd phpwjuwiht hwwnywdhg nnipu
hwonpnwlwuniypjwu puptngnid

245. Paired-end wdpnng Eygndp ubipytuwynpdwdp pwgwhwjinywd
wnwppbpwlubph yhgniw| pwpuntiquynpnidp (mapping), op. IGV (Integrated
Genomic View) hwdwYwpgny, pny| sh mwihu guwhwuwnb

U- Swppbpwyh ghgnunwjunypiniup

P- Swppbpwyh wwengbunyeiniup

Q- ®npp indel-ubiph, nblighwubtiph Ywd nnwyhlwghwubph (<50 u.q.)
wnlwjntpjntup

- Cuwpwynp thnhnfuwywu pyny hwndwsh (CNV) wnlwynyeiniup Lygnuwhu
dwlwpnuwyny

246. <wonpn utipunh ubipyGuwynpdwu (NGS) pupwgpntd jwpnpwwnnphwu
pwfuynid £ GC-ny fupuwn hwpniun hwndwsh ubpytuwygnpdwt fuunph hbwn:
h"us fuunpp £ nw wnwowgunud:

U- wjdwu gudn obpdwunphbwuubn

P- Nipwghih nbwdhuwghwih uynuwnwu pwpép pwuwy

G- dwwn wdwyhbhywgphw b ubipytuwynpdwt wybih gwdp ujwqud
funpnieiniu (Swdynyph wuyntd)

- YUla-h dbpdbunwihu pwjpwynid



247. NGS ubtipytuwynpnudp wwwhnyb| £ phpwju gbiup dGé dwuh gbipwquug
dwdynyp (coverage), uwlwju dhwju kY Eygnuph nhunw| hwnyjwdnid
Sdwdynypep swihwquug gwdp k: N°p Ggpuwlywgnipeiniuu | 6how:

U- Swdp dwdynypp dhwuowuwy gnignid £ wdpnng tygnup nbiighwjh dwupu
P- EYygnup hwjwlwpwp niuh ywengbl punype

G- (FGuwnp Gupwlw sk YpYudwu

T Uyn Eygnund wnw nwppbipwyubipp Yupnn Gu spwgwhwjnybi

248. Qbundwjhu VYula-udniph NGS ubpytuwynpdwu dhwju Sx dwdynype
niubignn 2powup punpwgnynd £

U- Pwpdp dwdlynypeny

P- Swdp dwoélynypeny

G- VYUlS-h pwgwlwnypjwdp

- 5-pn ppndnundh ubpytuwynpdwu pwuwlywlywu wybjwgdwdp

249. Lnpdw| 46,XY Ywphnnhwny wnnwdwnpnnt X ppndnundh
wulinnnndhuwuwn 2powuh F8 qtuh npuk nmwpptipwyh 100% VAF-p
hwdwwwwnwufuwunw k

U- <ndnghgnunniejwu

P- Lbwnbipnghgnwinipjwl

&- <hdhghgnuntejwu

- iy hywghwih

250. Lpqwdubiphg np nbwpnid Ywpbih £ pugwhwjnt nbtghwubp' dh pwup
Eygnup dwlwpnwynwd

U- NGS ubipytuwynpdwdp' hhduybiny dhwju unwunwpw .vcf
Yuuwhupnpdwwnhy dwyph ybpndnyejuu ypw (variant calling)

P- FISH

Q- Unyu uniyinunhnwihu hwonpnwywunijwu npnond Ukugbiph (Sanger)
utipdtuwynpdwdp U unwgywd .bam Yauuwhudbnpdwmnhly dwytiph
ybip|nonipjwdp

Y- NGS ubpybuwynpdwdp' hpduybiny .bam Yuuwhudnpdwnhly dwytpp
ytipnonypjwu ypw U/Ywd hwnny ybpindwlwi Ytuuwhudnpdwmnhly
thwpbieny

251. Short-read wdpnng tygndh ubipytuwynpdwdp (whole-exome sequencing)
hhduwlwunwd bpnidynud L.



U- Stutiph Yynnwynpnn hwundjwsdubipp bW uwhdwuwlyhg hunpnuwihu Ywpé
hwonpnwlwuniejniuutipp

P- Qtutiph Ynnwynpnn hwuinqwsdutipp U dhogbitwihu hwonpnwywuniejniuutipp
Q- Qtutph Ynnwynpnn hwndwdubipp b wuywnu GnwunwyGninhnwjhu
YpYunnnrejniuubipp

T Qtutiph Ynnwynpnn hwuinydwsdutipp U funpnp gliundwjhu
Yytpwywnnigndubpp

252. 2hgnunp wulbuuntuwy £ hGnlyw| Ywphninhwh wywpwgquwnd
U- 45,X

P- 47,XY,+ 21

Q-45)Y

V- 47, XXY

253. LoJwsd Yuphnunhwtiphg n"pp Yuunuwy sk hbnduunywu spowuntd :
U- 47,XY,+21

P- 47, XX,+19

Q- 45,X

- mos 47,XY,+8/46,XY

254. Poowgbubinpywlwu dennubphg n"nu £ wwwhnynud wdbuwpwpép
[nLSwswith (resolution)

U- G-utipydwu dbenn

P- dninpbiugbunwiht in situ hhpphnwgntd (FISH)

G- UnGynyuwjhtu uphninhwwynpnid

- R-utipydwu dbienn

255. <hwnlywjubphg n"np hynuwéphg huwpwynp sk wywwnpwuwnb)
dunwdwquwihu ppndnundubip:

U- Nuypwdnid

P- Ljwpnwjht hndwdp

- Uwayh dhppnpjwuntbn

+ Ninnigpwihu hjntugwép

256. N°p hwdwfuwnwuhop Ywpnn £ juwdws (hub) hwjpwlwu dhwdunnuup
nhundhwjh htiwn



U- Uugbjdwuph hwdwfuwmwuhy

P- Mpwnbip-4hihh hwdwfuwnwuhy
Q- H&npoh hwdwfunwuhy

T Ywjudbintiph hwdwfunwuh)

257. <bwnlyw Ywphnnhwbiphg npp sh Ywpnn hwunhwbi nphwnhnhwgh
nbwpntd:

U- 69,XXX

P- 69,XXY

9- 69,XYY

- 69,YYY

258. Poowjhu ghyih np thnynwd Gu ppndnundubipp wnwybjwagnyuu funmwunwd b
jwywanyuu nhunwpyynd Yuphninpwwynpdwt hwdwn:

U- Mpndwq

P- Uinwdwq

4- Uuwdwq

- humnbipdwq

259. N°p phdpwlwt ujneu £ wybjugynid pgowihtu Yniywnnipwubpht' pohoubinh
pwdwunuwp danwdwgnid yuwugqubgubiint hwdwp' fjuwpwpbing dhnnnpy
hihyp:

U- Phytohemagglutinin (PHA)

P- Trypsin

S- Colchicine (lwd Colcemid)

- Giemsa

260. Npu & dwpnnt ppndnundubiph ypw dnig b pwg gninhubip unwuwint
hwdwp Yhpwnynn ubipydwt unmwunwpwn Gnuwuwyp:

U- Q-banding

P- G-banding

4- C-banding

- Updwpwubpynid

261. h"us | ubpyuwjwgunid G-ubpydwdp unwunwpwn Yuppnunhwh dnig otpunp:
U- Uywnpy gbiunpndtipubp



P- GC-ny hwpntuw, gbubpny fupwin, Jun ntwyhlwgynn Enyppndwnpu
G- Uwpnip NLIG-h hwonpnwlwuntejniuubin
- AT-ny hwpnwuwn, qbutipnd wnpww, ni ntwhywgynn htinbpnppndwwnpu

262. Np ppndnundw)ht fuwpwpnwWiu £ wnwewuntd, Gpp wyu Ynpgpbip £ hp
nwutinhg dtyp U thnfuwphub unyu ppndnundh djnw nwp 6ogphwn
YnYuophtwyny:

U- Onwywal ppndnund

P- hgnppndnund

&- Lbipnpnuwd (huubipghw)

- thgtuwnphy ppndnund

263. N°pu £ unwunwpwn Yhpwnynn G-banding Yuphninpwywynpdwu
wyulwynn enyjwunpbihniygjwt wunphbwup (hwjnuwpbpdwu 2Gdp):
U-1u.q.

P-10-50 kb

Q- 5-10 Mb

1100 Mb

264. N"p poowjhu dhnngbuu £ hwnlwwbu wuhpwdtonm Ynyunpwynud®
dwpnnt T-|hd$nghwinutipp Yuwphninhwywynpdwt fjupwubint hwdwp:

U- Ewhutidphu

P- Shwnhtdwgynunhupu (PHA)

G- L-Snnwdhu

- Sphwupu

265. N"npu & $hpudwd pohoutiph hhwynwinuply (ndnypeny dawybint buywwnwyp:
U- Poowpwnwuph uyhwnwynigutpu wdnip $hpubp:

P- Poowjhu |hghu wnwowgubp b uwyhwwynigutipp |hndhu hbnwgub)p:

G- SGuwnpndbipwihu wpwnwphtu uwyhwnwynigubpp ubpybp:

- Oudnuinhly gpwnhbtiun untindtp, npp hwugbigunid £ pohoubiph ningdwup L
dinwdwquihu ppndnundubiph mwpwdédwup:

266. Ywphnunhwp gnyg k wnwihu 46,XX,del(5)(p15) wwwybpp: Np
Yihuphywywu hwdwfunwuhou £ nwuwlwunpbt uwwyyws wju fuwpwpdwu
htiw:



U- «4wwnyh 6hs» hwdwfuwnwuhy (Cri-du-chat syndrome)
P- "th&npoh hwdwfuinwuhg

Q- dhywdup hwdwfuwnwuhy

- Mwwwnih hwdwfunwuh?

267. N’ poowgbubinpywlwu depnnu £ wnwyb] hwpdwnp' 24 dwddw
pupwgpntd, wnwug wbbkgdwu, hunbpbwquhtu pohoutinnid 21-pn. ppndnundh
wnphundhwt wpwg unnigtnt hwdwp:

U- Pwpap pnyjwwpbihniejwdp G-banding

P- C-banding

Q- FISH

- Udpnne gbundh ubipytuwynpnid

268. Utijngh pupwgpnid inbinh niubignn n"p Yeuuwpwuwywu fuwfunnudu k
hwunhuwunw ppndnundwjhtu pYwjht wundwjhwubiph (on. 21-pn ppndnundh
wnphundhwih) wdbbwwnwpwséywsd hhduwywu wywwnbwnp:

U- MnpGpununtjwt inpwtuinughw

P- 2unwpwugwwnnidp (non-disjunction)

S- hudbipupw

- hgnppndnundh duwynpnid

269. Np ppndnundutipt Gu ubpwnywd Mnpbipnunujwt wpwuuinyughwubpnud:
U- Swulwgwd tpynt ppndnund

P- Uhwju 1-hu - 5-pn ppndnundubipp

4~ UYypngbiunphy ppndnundubipp

- Uhwju uGnwlwu ppndnundubipp

270. MbphgGuwnppy huybpupwu

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

G- Uhowin hwugbgunid £ wubnuyinhnhwih

- Cungpynud £ Gpynt tnwpptip ppndnundubip

271. h wnwppbipnieintu wtiphgGunphy hudbpuhwih, ywpwgbuwmphy
huybpupwu wnwppbpynud £ upwuny, np wju’
U- Ltpwnnud | gbunpndtpp



P- Cungpynud £ Gpynt ppndnund
G- 2h ubipwnnid gbuwnpndtipp
- Uhown hwugbigunud £ ppndnundwiht hwnywdh wybjugdwu

272. hugn’t Bu dbnwdwquiht thnynd guinuynn pohoubipp unynpwpwp
ogwnwgnpdynd unmwunwpwn Yuphnunhywynpdwu hwdwp:

U- £pndnundutipp juhuwn Ynunbuuwgyws Gu

P- TULI3-U wdpnnontejwdp pwjpwjywd k

Q- MFLI3-U wnwybjwagnyuu Epuypbiugwsd k

- pndnundubipp funwgywé sGu

273. Lowdutiphg n"pu £ unynpwpwp huwpwynpnyeiniu nnwihu hpwlwuwgub
wybh pwpdp pnyjwwnpbihnyejuu (resolution) ppndnundubiph bipnwdnieniu:

U- Uytih phy pyny dtitnwdwqubipp

P- Lpndnundubiph wybih phs mwpwéndp

% Uhwju hunbipbwquiht Yynphqutinp

- MpndtGnwdwquwihtu |hnyhu synunbituwgywd ppndnundubipp

274. N°p Ywphnunhwu k punpng bpubiph nwuwlwu hwdwluwnwuhopu:
U- 46,XX

P- 45,X

Q- 47 XXX

V- 47 XXY

275. Sphundpwih wjunnpn2dwdp pnidwnnth dnun pwgwhwyjinyb £
U- UGY ppndnundh Ynpniuwn

P- <ndn|ng ppndnundh tipbip ophtiwly

4~ <ndning ppndnundubiph |hwwwwp pwgwluwnipntu

- Snipwpwtgnip undwwnhy poonwd RYnY punhwdbup 3 ppndnund

276. Lpndnundwjht nmpwuuinwghwtu Ubpwnnud

U- Lpndnundwjht hwndwsdubiph thnfuwuwynid Ywd inbinwownpd

P- Snipwpwtgnip ppndnundp Ypluwwwnyned

G- 2pndnundh dhypnhwindwédh YpYuwwwnynd b tnwunbd inbnuluwynwd
- 2pndnundwiht hwndwdh wywnwunnwd 180°-ny



277. FISH-p dwuuwynpwwbtiu ogunwluwp k, Gpp wuhpwdbown |

U- <wjinuwpbipt) huwpwynp pninp ppndnundwihtu fuwpwnnudubpp

P- Npnt| wdpnne qbuh hwonpnwlwunieniup

G- Pwuwlwwbu swiht gbup Epuwyptiuhwu

- dninpbiugbiun gnunh dhongny hwjinuwpbin ppndnundwihu Ynulypbwn
fuwpwnnd

278. FISH phpwfuwjht ytpnwniejwu hhduwywu uwhdwuwhwynwu wyu L,

nn.

U- Wu wwhwugnid £ qnun’ twfuwwnbuywsd Ynuypbn fuwpwpdwu hwdwp

P- Uu sh Ywpnn pwgwhwjnti| wuhwjwuwpwyonwd npwuuinyughwubpp
- Wu sh upnn pwgwhuwynb| fungnp huubipghwubipp

+ Wu hwjinuwpbpnud £ dhwju ppndnundwjhtu Yuwd dhypnppndnundwjhu
fuwpwpnwubp, uwlwju sh pugwhwynnud fuwpwpnwiubp' uwhdwuwhwlywd
gbuwjht |nYntuh 2powitinid

279. Cwbwhu hwunhwnn wubnuynhnhwubph wpwg pGunwynpnidp Ywnpnn k
hpwywuwgyb|' ogunwgnpdtiny

U- Ukugbiph ubpytuwynpnid

P- NGS

Q- MLPA

- Pwuwywywu $yniptiugbun MTN+ (QF-PCR) Ywd FISH

280. Unpwdup dnwnn Yuwuywdynwd £ hunnwly npnawyh dhypnnbitghnu
hwdwluwnmwuhg: Ladwdutiphg nn dbennp Ywpnn § hwjnuwpbpb hwjnup
phpwluwihu ppndnundwjhtu nbitighwu:

U- FISH

P- NGunpphyunwquiht PtipdGunwihu ybpndnientu

G- Undnpwlywu MTN

- Western blot

281. hunbpbwquihu FISH-h Yuplnp wnwybinyegyniuubphg deyu wyu &, np wyju’
U- Mwhwugntd £ dGinwdwquiht ppndnundubip

P- Luwpwynpnipintu § wvnwihu ybipndti| spwdwuynn pohoubinp

Q- Cwynuwpbipnud  ppndnundwjht pninp htwpwynp fuwugwpnidubpp



- Uhoin wwywhnynud £ wybiih pwpép pnyjwwpbihniegjwu wunmhbwu, pwu
ppnunundwjht microarray ytipinwdnipyniup

282. FISH vtennny Yhpwnynd tu $ininpbugbun gnitwujnieny upgwéd
U- dpwju hwlwdwnpdhuutp

P- wnihwbtiwwhnwiht Ywupéd onpwibin

Q- FUIS-h uhuptitnhy Ywd Gpyonpw ojhgnuntytnunpnutip

- YUl3-h uhupbwunhly Ywd dhwonpew ojhgnuntyinunhnutip

283. Npuk ynuyptizn ppndnundwjhtu Yypwlwnnigdwu ybpwpbpjwy FISH pbuwnh
pwgwuwlwu wpryntupp pwuwynd .

U- Pninp ppndnundubipp unpdw) Gu

P- SYjw| pGunh huwpwynpnipiniuttiph uwhdwuubtipnid phpwiu ppndnundw)hu
ybpwYwnnignudp sh hwjmuwpbpyb)

%~ GGubinhywywu hpjwunnyeiniup pwgwnynid k

- GGundnd pwgwlwynd BU wWwengbu nwpptpwyutp

284. Ubuwpwubp ISCN-h hwdwdwju Yugqdywsd hbtnlyw| yuwphnnhwp'
46,XX,1(9;22)(q34;q11.2)

U- 9-pn U 22-pn ppndnundubiph wnbpdhuw) nbijtighw:

P- 9-nn U 22-pn ppndnundutiph dhol nighwypny wnpwuuinywghw:

Q- MnpGpununtjwtu npwuuinwghw, npp hwugbgunwd £ Tfwniup
hwdwfuwnwuhah:

- hudbpuhw hqwlwu utinh X ppndnundnid:

285. dtuninhwnptu unpdw) nnwdwpnp Ypnd £ hwjwuwpwyondwsd
npwuunyughw' 14-pn. U 21-pn ppndnundubph dwutwlgnigjwdp: Npu k upw
Ywphninhuh tpwgnpnudp:

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

P- 45,XY,(14;21)

Q- 47,XY,+21

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

286. N'nu | wbphgtunphy hudbpupw Ypnn wuhwnp dnin Yihuphulwu L
poowgbubGnhlwlwu hGunlwupubpp:
U- Lpwup dhpwn niubunud Gu dwup $hghywlwu b dinwydnp fuwugwnpnidubp:



P- Lpwup unynpwpwp unpdw| ypbwynid Gu |hunwd, uwlwju wnlw £ wjuwhup
gwdbiinubip wnwewgubnt nhul, npnup ywpniuwynid Gu Ypyuophuwyyws Ywd
nbibghwh Gupwpyjwsd hwndwsdubp' ubpwnbind W' p, U’ q nwbpp:

G- Unyw £ wjuwyhuph qudbinubp wnwowgubiint nhuly, npnup wywpniuwynd Gu
wgbtunphy hwwinydwdubip, npnup wdpnnontejwdp Ynpsnid Gu:

- Uju ghgnuinp thnynud wufunwuwihtihnpbu hwugbigunid £ pohoubiph
hwdwwwpwd dwhywu:

287. ISCN pwuwdalu niup htiinlyw| nbupp' 46,XY,der(5)t(5;10)(p15;922)mat:
h"us £ uw Upwuwynud:

U- Pnidwnniu niup dnphg dwnwugqwd hwjwuwpwyonwsd npwuuinyughw:
P- Pnidwnniu dnquipy £ dnphg unwgywd poowihu gény:

S- Pnidwnnit niuh wuhwywuwpwyonjwsd Ywphninhw, npp ywpniuwynd
dwjpwywt npwuunywughwihg dwnwugqywd 5-pn ppndnundhg wéwugywé
(derivative) ppndnund:

+ <wypp hwjwuwpwyonjwd npwuuinyughwih Ypnn k:

288. hugn"y GU jnipwhwwnnty wypngbuwnphy ppndnundubiph dwutwlygniejwdp
W Mnpbpwnunujwt npwuuinjughwubiph dhongny wnwwgnn ppndnundwjhu
Ywnnigywdpwjhu wundwhwubpp:

U- Hpwup wnwowuntd Gu dhwju ubnwlwu ppndnundubipnid:

P- Uhwanynudp wnbinh £ niubund gunpndbputph dwywpnwyny, hush
htiinlwupny Ynpsnwd GU ng bwwt p-nwbipp:

Q- Hpwup dhon hwugbgunid Gu ppndnundubiph punhwunip pyp’* 47-h:

T Tpwup thnthnfunud Bu wbindGputiph hhdptiph gnygbipp
hwonpnuwlwuniejniup:

289. Greb ppndnundnid inbinp £ niubund wwpwgbunphy huybpupw, wuwyw
h"usu £ punpng huybpuhwh Gupwnplywsd hwindwsdhu Ypnuhugndtiph
pupwgpnLy:

U- huybipuhntu onwyp ubipwnnid £ gbuwnpndbnp:

P- Wu unipdtitnwgbuwnphy ppndnundutipp ytipwénid £ wypngbunphyubiph:
S~ Uju hwugbgunid £ wudhowlwu nnpbipnuntjwu dhwaéanydwu:

- hudbipuphnu onwyp sh ubipwnnid guwnpndtpp:

290. Ywphnunhwwynpnwip hwnlwwbiu ogunwlwp £ hGunbyw|
thnthnfunipyniuubiph hwyjunuwptpdwu hwdwp.



U- Lpndnundwjht >10 Mb funonp yGpwlwnnignidubip
P- Uh pwuh wwunbd tygnuubiph nnuyihyughwubin
G- 2 Mb nbjighwubip

- Uhusl 1 Mb ppndnundwhtu huyGpuhwubp

291. Lob| wju hwdwfuwnwuhop, npp Yunbih £ pwgwhwjnt hweonpnhy 6hown
uoqwé dbennny:

U- retpubph hwdwlumwuhs' Yuphnnhwywynpdwdp

P- Williams-Beuren-h hwdwluwmwuhs' Ukugbph ubpybuwynpdwdp

Q- Hhnpohh hwdwiuwnmwuhy' uphnnpwwynpdwdp

Y- thfupniu X-ppndnundh hwdwfunwuhs' array-CGH dbpnnny

292. wjwuwpwlondwsd npwuunlughwu n’p deennny b pwgwhwjunynud:
U- Unwunwpun Yuphninhwwynpnid

P- Unwunwnuw short-read wdpnng tygndh ubipytGuwynpnid

S- Uplyuynn hwonpnwywunieniuutph Ppwgibunmwihu Yybipinwdnip)niu

- Unwunwnuw array-CGH

293. Snwdwpnnt dnn wuwywnnniejwu hwjwiuwywu ywwnbwn hwunhuwgnn
funonp hwjwuwpwyonjwsd npwuuinywughwu np dbennny Ywnbih £ hunwy
pwgwhuwjunb

U- Ywphnunhwwynpntd

P- pndnundwjhu microarray

Q- Y ppndnundp AZF hwndwdh witi-uwybghdhy dninpwtipu MGt

- Short-read wdpnng Eygqndh ubipdGuwynpnd

294. Lnpwduh Ywphnuhwu £ 47,XX,+18: hus £ wju ujwpwagpned:
U- bqulwu ubinh pnidwnnt’ (dapubiph (Turner) hwdwfunwuhony
P- hqwlwu ubinh pnidwnnt' 18pn ppndnundh dnunundhwijny

Q- hqulwu ubinh pnidwnnt' Enjwpnup (Edwards) hwdwuwnwuhony
Y- hqulwu ubinh pnidwnnd' 18 |pwgnighs ppndnundutipny

295. h"us | upwuwynid 47, XXY Yuphnunhwwjhtu Upwgpnudp:

U- Undwwnpl pohoutipnnid 47 ppndnund ntubignn Yhu' wybinpn Y ppndnundny
P- Undwuwnhl pohoubipnid 47 ppndnund niubignn ininwidwpn' Yjwjudbjnbph
hwdwfunmwuhony



Q- Undwuwnhl pohoubipnid 47 ppndnund niubignn iinwidwpn' (dtipubipp
hwdwfunmwuhony

Y- Undwuwnpy pohoubipnid 47 ppndnund niubignn Yht' Yjwjudbinbph
hwdwfunmwuhony

296. Lwpnpwwninp hGunwgnuinyejwt wpryntupnd hwjinuwpbpyb) Gu pohoubinh
tpynt wnwnyywghwubp® « 70%-p* 46 ppndnundny, « 30%-p* ppndnundwihu
npnawyh wundwijhwiny: Unwgywd wpnyniupp hwdwwwwnwufuwunid
hGunlywhu'

U- <ndnghgnunnigniu

P- Unquihghqu

4- <dphghgnunniejntu

Tt <Guinbipnghgnunie)ntu

297. <bwnlyw| pwgwhwjunnuubphg N°pu £ hwunhuwund hwjwuwpwlyondwsd
ntghwpnly wpwuunywughw:

U- 46,XX,del(5)(p15.2)

P- 46,XY,dup(7)(q11.2922)

Q- 46,XX,1(1;22)(q21;q11)

V- 47,XX,+18

298. hqwlwu ubinh wwnnh wébkgywd wduhnghwnubiph Yuwphnunpwwynpdwu
wnryntupu £ 46,XX[80]/47,XX,+21[20]: h"uswhup wjunnpnonud  wywnnh dnwn:
U- Ny dnquhly 21-pn ppndnundh tnphundhw

P- Uhwju dwjpwlwu pohoubiph wnywjnieiniu (gaubinphyuywt wnununntd)
S~ Unqwhy 21-pn ppndnundp inphundhw

- Sphwnhnhuw

299. h"us £ uupwagpnid htwnlywi ISCN undbuyjwwnnipwihu pwuwdsup'
46,XY,inv(9)(p11q13)

U- 9-pn ppndnundp pl11q13 hwwnydwdnid wwpwgbunphy huubpghw

P- 9-p pohoubipnnud pwgwhwjnywd huytpupw 11-pn. ppndnundp p L 13-pn
ppnudnundh g nwbiph dhol

S- 9-pn ppndnundh nbijtighw

+ 9-pn ppndnundp pl1ql3 hwnywdh uwhdwuwytinbpny wkphgbuwnppy
huytpuhw



300. dtuninphwynpbu unpdw| Yung dnuin hwyinuwpbtipyt| £ hwjwuwpwyonjwsd
nbghwpny wpwuuinwghw: Np defluwuphqdp Ywpnn £ pugwunpb) indjw Yung
dnwn hnhnigynwuubiph Ypyuynn punhwuwnndutiph ywd hhjwun Gpbluw
niubUwnt pwpép nhuyp:

U- Utijninhly ubgpbqughwt, npp hwugbgunid £ wuhwwuwpwyonwd
wnpwuunyughwiny dywpohsubiph wnwowgdwun

P- Uhwnpnunphwy Fula-h nbiyhlwghwu

4~ Utjnuinpy ubigpbiqughwu, npp hwugbgunid £ hwjwuwpwyonjwé
wnpwuunyughwiny dywpohoubiph wnwowgdwunp

- Utjnuinhy utigpbgwughwu, npp hwugbigunwd £ wuhwywuwpwyonjwé
wnpwuunyughwiny b wnyju| hwindwédh qtubiph wwpwwnphp dwjpwywu
huwphuwnhugny d4wpshoubiph wnwewgdwup

301. Cwjwuwpwynjwd npwuuinughwu

U- Ywpnn L dhoin wnweowgubi| inppundhw

P- Ywpnn £ dhon wnwowgubip dnunundhw

G- Unynpwpwn sh hwugbigunud ppndnundwht funanp hwuinygwdh punhwuntp
wybjwgdwu Ywd Ynpuwinp

+- Ywpnn £ dhoin hwynuwpbipgt] ppndnundwjht microarray ytip|nidnigjwdp

302. Huwnhn pohoutipnid winwnnund ppndnundh hwwnywdh hnbpnghgnn
ntitghwih wpryntupnid, qnyg ppndnundh hndning hwndwédh witijwhu Yuqdp
atinp £ ptipnwd htinlyw) gununphwywjhtu Yuwpquyhbwyp

U- <btuinbipnghgnun

P- Uubinuynhnpw

4- <ndnghgnn

- <tdhghgnun

303. Pnidwnnth dnwn unynpwwt ywphninhwywynpdwu dhongny
hwjnuwpbpdwsd £ hnpp hwybigw| dJwpybpwihu ppndnund (sSMC): N°p
dtpnnutinny Ywptih £ wwpqgb npw ppndnundwjphu dwgnidp:

U- FISH, ppndnundwjhu microarray

P- FISH, hwlywnwpa-inpwuuyphwywmwgh-NaCrt

G- dwywnwnps-npwuuyphwyunwgh-Nclt

- FISH, Ukugbiph ubipyGuwynpnuwdp dty qbiup dwwpnwyny



304. Undwwnhy pohop, npnud nhuinynwd GU winwwnnund ppndnundh hwdwp
Uwfuwwnbuwéd FISH-gnunh tiptip wgnwupwuubin, Ywpnn £ yywytip hGunlywih
dwuhu.

U- Sphundhw

P- Stjuuphyuwywu wpnbdwynn

S- Pwdwuynn pohop, G2 thnynid

T Ladwsé pninpp

305. Lpwdubphg nph hwdwp twfuwwnbiujwd stu FISH gnunbipp:

U- (Ghpwiu ppndnundwjht Ywd qbuwihu hwwndwdubip

P- GGuh dp pwuh unyinnhnwjhu gnygh uwhdwutbpnw indel-utip

G- hunbipdwquyhu thnih pohoubipnd guwihu hwndwdh dwutwwnnudubp
- Gpynt mwpptip gEundwihu hwwndwdubtiph dhwaénynudubin

306. «Break-apart» (pwdwuynn) wmhwh FISH gnunh npwlwu wpryntupp
hpduwywunid h"us £ gnyg wnwihu:

U- (hpwhuwjptu (nynup dwutwlygnipjwdp ybipwnwuwynpnidp

P- Gpynt lnwppbp hwjnuh ppndnundwht inynwutiph huwpwynp dhwanyndp
(fusion)

G- Uniyinnhnwht fugdwu Ynuypticn hwindwdn

- 2nunp pungpynn hwindwsdh gbundwjhu hwonpnwlwuniyeniup

307. Dual-fusion (Upyuwyh dhwénydwu) FISH gtipndnieiniup bwfuwnbugwsd k
hwjnuwpbpbnd'

U- Ybwnwjhu dniinwghwubipp

P- Lpndnundwjhu pninp wundwhwubpp

Q- Gpynt hwyinup, wnwudhu ppndnundwjht |nYnwutiph Ynuypbivn dhwénynudp
- Pnhnfuwywt pYny ppndnundwiht hwnydwdubiph (CNVs)

nnuyhlwghwubpp

308. FISH pbuwnh pwgwuwlwu uwnnighs udnipubipnd wpdwuwgpynud k FISH
gnunbiph pwpdp wgnwupwuwihu gnigwuhg: hus wbwnp E dbnuwpybp mdjwy
nbwpntd:

U- Yplyub| dphwju pnidwnnih udnubiph FISH pGunwynpnwip

P- Unnigbi| gnuntiph hhpphnhqugdwu wwjdwuutipp, guwhwwndwu
swihwuhoubipnp b inGuuhlywywu npwyp

4- Gupwnnb|, np pnidwnniu niuh ndjw ppndnundwjht fuwpwpnwip



- Uuwnbub| pwgwuwlwt unnwghs udnipubiph wpryntupubpp

309. N’p dbpnnu § wnwyb) uywwnwywhwpdwp Yhpwnb| 21-pn ppndnundp
wnphundhwjh gwoép dwlwpnwyh dnquhghqdph  hwjnuwpbpdwu hwdwp :
U- G- Yuwphnunhwwynpnwd

P- Sninpliugbunwyht in situ hhpphnwgn (FISH)

9- h| Eiaynpwdnpbiq

- MCMN-dbenn

310. h"uy £ upwuwynwd ppndnundwihtu hwywuwpwyondws Yypwywnnigdwu
UnGihntejniu:

U- Ypnnu nwuh |pwgnighs ppndnundubp

P- Ypnnh dnunn pwgwlwynwd Gu npn2 ppndnundubip

S~ Ypnnu ntuh ppndnundubiph unpdw| pwuwly, uwlwju ppndnundwjht npn?
hwwnywadubiph yGpwnwuwynpnipiniu

- Upnnu ntuh [pwgnighs gbubimhywywu ujnye Gy ppndnundh ypw b
gbubinpywlwu unyeh Ynpnwn' dBY wy ppndnundh Ypw

311. Ywphnunhwnud hwjmuwpbpyb) £ 9934.1-hg dhusl 9gter inpdhuw)
nblaghw: N°p wunnuwu £ wnwyb| 6hon ufupwagpnd wyu ghinthnfunipyniup:
U- 9-pn ppndnundp Bplwp pUuh nbighw' 4.1 Gupwgnuind fuqdwu Yewnny
P- 9-pn ppndnundp tipyuwp pUh nbtghw' 3-pn 2powuntd fuqdwu Yewnny
Q- 9-pn. ppndnundp Bpyup RUh nbtghw' g34.1 gnuninwd fuqdwu Yawnny
Y- 9-pn. ppndnundp Ywpé pUh nbibghw' 4-pn gnninud fuqdwu Yanng

312. Gpbluwu duyb £ unyu ppndnundh dwutwyh nbitighwing W dwutwyp
nnuyhywghwiny: Bunnwywu ppndnundwiht thnhnfunieiniuubiphg n"pu |
wnwyb] hwjwlwlwu ywwnbwn

U- Cwdwuwpwyonwd nighwypny wnpwuuinughw

P- Cwlwuwpwyonwd nnpbpununtjwt impwuuinwghw

Q- hanppndnund

+- Miphgtuwnphy huytipuhw

313. <bwnlyw| nwppbpwyubphg n"pu | ubpyuwjwgunid T-|hd$nghwnubiph
poowqbutimhjwlywu htinmwgnundwu twywwmwyny dpwyndubph 6hon
hwonpnwlwunieiniup:



U- <pwynunupy |ndnyp - pwgwluwppent - Shdqujh ubipynd - nphwupt

P- <hwynwinupy [nwdnype — |hghuh pndbtip - wnphwupht - Shdqujh ubpynid

Q- Shwnhtidwgpniinpupt - Ynigdhn - hhwynwnuhy |ndnye - $hpuwwnnp -
wnphuuhu

- dhunnhtdwagnunhuptu - hhwynunupy |ndnyp - $hpuwnnp - Ynigtdpn -
Ghdquih ubipynw

314. Gpbt "Fuld-h hhdptiph Ywqgdp hwdwwwunwufuwunud £ G-2Gpunwynpdwu
dwdwuwl nhnynn ubpydwu wwwnybppu, hbnlyw] wunnwdubphg n"nu | 6hown
uywpwgpnud G-pwgwuwywt b G-npwlywt otipmntph nwppbipnigyniuutipp:

U- G-pwgwuwlw 2tipnbpu wytih hwpnwun Gu gbubipny, pwu G-npwywu
oGpuinbpp:

P- G-npwlwu 2tpnbpp hwpnuwn Gu GC gnygbipny W nbiyhlwgynd Gu Jun:
4~ G-pwgwuwlwu 2tpnbpp hwpniuwn Gu AT gqnygbpnyd W nbwyhwgynwd Gu
niy:

- G-pwgwuwlwu 2Gpintpp hwpnwuwn Gu GC gnygbipny W nbiyhlwgynid tu
niy:

315. G-banding Ywphnunhwwynpdwdp hwunwundwsd n"p hwndwdubph LW n"p
thnthnfunieyniut £ dwup Yhupjuwlywu hwdwfunmwuhoubiph wnwyb
hwjwuwywu ywwnbwn:

U- Unig 2Gpuin wwpniwwynn ppndnundwiht hwindwdh nnwyhlwghw
(YpYuwwwwnynd):

P- UtY ppndnundwihtu obipinp - gGinnudp sniuh Yihuhluwlwt bpwuwynieiniu
G- Pwg 2tpin wwpniuwynn ppndnundwiht hwnywdh nbtghw (Ynpniuw):
T Unig  26pun wwpniwwynn ppndnundwjhu hwindwédh nbijtighw (Ynpnwwn):

316. Pwqudwgnyu FISH dGennp huwpwynpnip)ntt £ tnwihu wfuwnnpnabi

U- Lpndnundwjht inpwtuinwghwubip dinmwdwquihu pphoubpnid

P- UGnwlwu ppndnundubiph wubinuwinhnhwubp hunbpdwquihtu Ynphqutipnid
G- Mbphgbuwnphy hugtpupwubp

- Untinnund wubinuynhnhwubp hunbpdwquihtu Ynphqutipnid

317. Rwpgqwgdwu hwwwnnd niubkgnn GpGluwu niuh unpdw| Yuwphnunpw:
Lpndnundwjhtu microarray ytpnidnipjwdp, wjuniwdbuwjupy, upw dnwin Yupnn
E hwjinuwpbpyb.



U- Stundp thnthnfuwwt pyny hwuinydwdubin (copy number variants; CNVs)
P- indel mwppbpwyubp

Q- Uhwnpnunphw| VYUula-h mwppbpwlyubp

T Uuywyniu Ypyuynn nphytiinubph punjwjundutp

318. Pnihnfuwlwu pyYny hwindwdubipp (Copy Number Variations, CNVs)

U- Ujnbpuwwnhy uwyjwjuhug wpryniupubip GU* mmwppbp pNLIg-ubip

P- Qtiutipnd wiphuwpprYwjhtu hwonpnwywunyentu Ynnwynpnn hwwinygwdubiph
wnwppbpnienitutbp Gu

%~ GGundwjhu hwwndwsdh ophuwyubiph pYh wnwppbpnieniuttp tu

+- Unquihghquh wwpwgwjnud ppouht wnwniywghwutinh dhol
ppndnundutiph pYh wnwppbpnieniutbp tu

319. N-hwdwfunmwuhowiht qupgugdwu hwwwndwu W nhudnpdhy
wnwuduwhwwnynigyniuubph hwywuwlwu wwwnbwn hwunhuwgnn giundwjhu
dwlwpnwyny nbiiighwubtiph Ywd nnuyhwghwubph pwgwhwjndwu hwdwp
np dtipnnhu wbinp £ nhdt:

U- Pwqdwagnuyu FISH (multicolor FISH; mFISH)

P- Ununppnd FISH

Q- Ywphninhwwynpnd

- 2pndnundwihu microarray

320. Gpbluwu niup qupgqwgdwu hwwwnnid, dinwynp pEpqupgqugnd b
puwdhu wpwwubp' wnwug npll hwdwfunmwuhoh Gupwnpniyeywu: N°p
hGunwagnunieiniuu £ wnwyt| hwwfu Yhpwnynid nyjw| nbwpnid gbiundp
thnthnfuwwu rYny hwundwdubph ybpnidnypjuu hwdwp:

U- Lpndnundwjhtu microarray ytp|nidnip)ntu

P- Ukugbiph utipytuwynpnud

G- Udpnny Eyqndh utipytuwynpnid

- Ywphnunhwwynpnwd

321. Lpndnundwjht microarray ytipinwdnipjniup hwnwwbu wpryniuwytin
htwnlwubph hwjnuwpbpdwu hwpgntd.

U- QGubiph deywlwu tygnuubiph nbitighwubn

P- Lpndnundwjhu huybGpuhwubip

% Uhypnnbitighwutin b dhlpnnniyhughwutip

T <wjwuwpwyonwsd npwuunjughwubph dté dwup



322. SNP wnhwwynpndp yGpndnud £
U- 1gG wmhuwpp

P- Uyhuwwynigh Epuwypbuphwu

Q- "Hhbghwubipp

- Uhwuntyninhnwjhu wynihdnpyhqu

323. N°pu k SNP-array-h hhduwywu wnwybnyejniup nwuwlwu aCGH-h
(hwdbdwwnwywu gqtundwjhu hhpphnwgnd) hwdbdwinniyejwdp:

U- Uybih pwp&p wunhbwuh pnyjwunpbihniygjut wunhbwu

P- Lbnbipnghgnuinijwu Ynpuwnh (LOH) b dhwynndwuh dunnuywu
nhundhwjh (UPD) hwjnuwpbpnud

G- Cwyjwuwpwyrnwsd ntghwpny npwuunwughwubiph hwjnuwptbpnid
- Hatighwubiph hwjnuwpbpnw <1 kb gwédp swthh

324. h"uy dGjuwuhquny Gu wnwewund  dhypnnbibghwubph W
dhypnnnwyhjughwubph hwdwfunwuhubph dGé dwup:

U- Sunnubph hwwuwpwyonwd npwuuinjwghwubphg gbpdpuw
pohoubinnud dwann ns hwjwuwpwyrnwd npwuuinughwubin

P- Ttnquiynpdwt uywwndwdp gquntu gbuwihu hwndwdubiph ng-wtijwihu
hndning ntyndphuwghwutin (NAHR)

G- Uwwjuhugh fuwpwnpnidubp

- Uwynuwnwtu wpbipwghwubip

325. <hwnlywjubpphg n"pu b hwdbdwunwwu gbundwihu hhpphnhqughw
(arrayCGH) uwhdwuwhwyniip® hwdbdwunwd G-obpunwynp
Ywphnunhwwynpdwu htwn:

U- Nuh wybth gudn enyjwunpbihnientu

- Mwhwugnwd £ pohoubtipnh Ynyuinhjwgnid

S- 2h Ywpnn hwynuwptipt] wuhwywuwpwyonwd npwuuinughwubpp
- 2h Ywpnn hwjnuwptipti| wnihwinhnhwubipp

326. N°p gbundwyhtu 2tnnudu £ wnwyb) hwwuwlywu hwjinuwpbpb)
ppndnundwjhtu microarray ytipindnipjwu dhongny:

U- funonp hwwuwpwYyonwd nbghwypnly tnpwuuinughw

P-5 Mb gwthh dhypnntitighw



9-10 Kb swthh dhypnnnuyihlwghw
- Cwjwuwpwyonjwsd huybpupw

327. Lpjwdubtinhg npp huwpwynp sk pwgwhwjnbip undnpwlwu ppndnundwyhu
microarray ytp|nidnipjwdp

U- 46,XX,del(7)(q11.23g21.2), 10 Mb hwwunywd

P- 46,XY,dup(1)(922925), 2 Mb hwunywd

Q- 46,XX,t(2;8)(p21;924.1)

- 46,XY,del(4)(p16.3), dhusl 3,5 Mb hwunyjwd

331. Mwunh bwjuwduurywu ppndnundwjhtu microarray phuwnny pwgwhwjwnyt k
0.7 Mb swthh dhypnnbitghw: huy myjwutip GU wuhpwdbon nwppbpwyp
nwuwlwnpgdwu hwdwn:

U- Stundwjht Ynnpnhuwwnubpp b gbundwjht pnwunwynieiniup

P- Unywjniejniup qbubinhjuywu wndjwutiph pwquwubpnwd (Decipher, ClinGen,
ClinVar, DGV)

Q- Mo bghwynd uywpwagpywd nbwpbp (gpwywuniejuu dbo L/Ywd
|[wpnpwwnnphwjntd)

- Jdbpnugjw| pninpp

332. Lwfuwduurywu ppndnundwjhtu microarray hGunwagnuinyejwu wpryntupnid
wwinh dnin wjunnpnaybi £ wnunnund ppndnundh dnuin 8 Mb nbijighw, npp
ubpwnnud £ 50-hg wyb ntdbptuu uwyhwmwynig Ynnwynpnn qbiutin, npnug dp
dwup' wungwgywd hwwnwupwywpwpnipjwu (dosage sensitive) htin: Unwn
unyu gundwjphu Ynnpnhuwwnubipny nbtghwu uywpwgpywd £ npnawyh
Yihupywywu punipwanpny pnidwnniutiph dnwn (ClinGen inyjwijubin), npp
dwutwyh hwdpulyunwd £ ywnnh nyunpwdwjuwihu hGunwgnuniyejuu
wpryniupbipht: Lnyu hwnydwédh nbltighwt pwgwwynd £ ynwniywghnu
gbubinpyuwlywu ndjuiubph pwquubpnud: N°pu | wju pugwhwjndwu
wdbuwhuwpwynp Yihupywwu nwuwwpgndp' Mwpengbu Yud hwjwuwywu
wwengbu Wunpn2 towuwynipjwu <wjwuwlwu pwpnpwly Pwpnpwy

333. Lwfuwduunwu ppndnundwjht microarray ptunny wpwywu utinh wwnp
dnun pwgwhwjnyb £ 0.8 Mb dhypnnniyhjughw’ ubnwlwu X ppndnundnid:
N"p hwwnlwupoubpp wbwp £ hwogh wnub wdjw dhypnnnuyhyughwu
nwuwlwngbnt hwdwp:



U- Mwnh ubinp, dhlpnnnuyihughwih swithp, gundwihu Ynnpnhuwmnutipp,
utipgpwyyws gtiubipp

P- Uhypnnnuyhwghwih swihp b gundwihu Ynnpnhtwnbipp

Q- QLundwjpu Ynnpnhuwwnubipp, qbutiph Ywaqdp, dwnwugdwu punyen,
dGunnhwywihu hwdwwwwnwufuwunyeniup, hwwuwlwunteiniup
hhwunubtiph dnwn b punhwunip ynwniyjwghwjntd

- dwnwuqdwu punyep, PGUunnhwwihtu hwdwwwwnwufuwunientup,
hwwhwywunientup hpdwunubph dnuin W punhwunyp ynwnijwghwynd

334. Pwquwphy puwdhtu wpwwnubipny unpwdhuu ntup unpdw| Ywphnunphw,
nph ppndnundwjhu microarray ytp|nidnipniup gnyg £ iyt 1.0 Mb swithh
wwengbiu Jhypnnbitghw, nph Log R hwpwpbpwlygniegyniup' -0.5, huy B wibh
hwéwfuwwunipniup (BAF)' 0.0 (AA) L 1.0 (BB): husn"t juphninhwwynpdwu
dtipnnny dhypnnbitghwu sh hwjnuwpbpyb):

U- SYjwy dpypnnttghwt fuhuwin thnpp £ ppndnundubiph unynpwywu
Ywphnuhwwynpdwu nbuwubhnyjwi b ybpndniejwu enyjwwpbijhnyejwu
uwhdwuubiphg

P- Uhypnnbitghwt niuh dnqupy punype

S~ Ywphnunhwwynpdwdp htwpwynp £ pwgwhwjnt dhwju =2 Mb swithh
dhynnnbitighwutip

+ Loywsd pninpp

335. Upwlwu ubinh ywnnh wbtigywsé wduhnwnhy pohoutinh ppndnundw)hu
microarray hGunwgnunnipjwt wpnyntupnd pwgwhwjnyby £ nbinlu
suupwagpyws 1 Mb Gpywpnipjwdp nnuwyhjwghw wnwnnund 1-hu
ppndnundnud: Lodwdubphg N°pu b wuhpwdbon hpwlwuwgub)' ndjw
nnwylhywghuwh Yhuhluhwi nwuwlywpgqdwt hwdwp:

U- Swppbipwyh wwengbunigjwu guwhwundwu hwdwp hwoyh wnub) cfDNA
ulphthugh pwgwuwlwl wpryntupp

P- Lnyu dbennny pGuwmwynpti| dunnubiphu

S Ytwuwlwpgb nnuwyhyughwu npwbiu pwpnpwy/hwwuwyw pwpnpwy
wnwppbpwy, Greb wju sh pungpynwd dose-sensitive qtu(tin)

- Pwgwnb| npw wwengbu punypep, Geb puunwuppnud sywu Gupwnptih
wwennghwny wagulwuutin

336. <bulyw| ppndnundwiht hnhnfunieyniuuiphg n"pp huwpwynp sk
hnwwhnptiu hwjunuwptipt) ppndnundwihtu microarray dGennny:



U- 21-pn ppndnundh inphundhw

P- 15g ppndnundwjhu opowuntd 2 Mb nbijtighw

G- Uuhwjwuwpwyonjwsd inpwuunjughw

- 21p ppndnundwht 2powuntd 1 Mb nnuwyhywghw

337. Uduhngbuntigny b nwuwywu poowgbitnhljulwu hbunmwagnunipjwdp
hpwywuwgywd bwiuwduunywu wunnpndwu dwdwuwy unyu ppndnundh
Jpw hwjinuwpbpyb) Gu wbpdhuw nnuyhwghw b mbpdhuw) nbibghw: hus &
wuhpwdtiogn wub:

U- Ppwlywuwgub] ppndnundwjhu microarray pbuwn' fuquwu huwnwl Yawnbpp,
CNV-ubipp, swthup b npwugnud pungpyqwd gbiubph Ywaqdp npnatiint hwdwn
P- hpwywuwgub) dunnubph poowqbubinpywywu hGunwgnunnie)nitu, pwuh np
dunnutiphg dtyp Yuwpnn £ |hub wephgtunphly huybpupwih Ypnn

Q- hpwlwuwgub) wnnh dwupwypyhw nyunpwdwiuwihu hbnwgnunnyeniu’
Ywnnigywdpwjhu wpwwnubipp b wéh uwhdwuwtwyndp hbnwgnunbint
hwdwp

- dbipp upqwsd pninpp

338. Ninnigph udniph NGS htinwgnuniejwt wpnyniupnd pwgwhwynyb) £
gbubinhywlwu nmwppbpwy dnnwynpwwtiu 8% VAF-ny (Variant Allele
Frequency): N"p wunnwiu k 6hown:

U- Wu gbipdhuw| htwnbpnghgnwun wnmwpptpwy E:

- Wu Ywpnn £ ubipyuwjwgub) gwép hwbwuwlwunigjwdp undwwnply
thnthnfunipynit Ywd w)| Yuuwpwuwlwu/nbluuhjuwlwu pwgwunpnyeiniu:
S~ Uju hndnghgnwn tnwppbipwy k:

- Wu dhwtpwuwy qbubinnphyuywt wnunundwu hGnbwup E:

339. Ninnigph udniph NGS htivnwgnuniejwu wprnyniupnid puwgwhwjnyb §
hwjinuph wwpengbu tnwppbpwl' dh pwuh unyinnpnubph indel’
dnwnwynpwwtiu 42% VAF-ny (Variant Allele Frequency): hus |pwgnighs
ptunmwynpnid £ wuhpwdtipn npw huwpwynp gbipdhuw| dwagnwp ywpgbint
hwdwp:

U- Pnidwnnth ns-ninnigpwiht Yauuwudnipgh tUIS-h phpwiuwihu (inyjw
wmwppbipwyh) unnignid Ukugbph ubpytuwynpdwdp

P- Nnnigph unyu udnh Ypluwyh NGS hbnmwgnunnieiniu

S- Pnidwnnth ns-ninnigpwjhtu YGuuwudniph Vula-h phpwiuwihtu (inyjw
wnwppbGpwyh) unnignud FISH dbpnnny



- Ninnigph unyt udnh VYule-h phpwiuwihtu (nYjw| tnwppbipwyh) unnignid
Utuqbiph ubpyGuwynpdwdp

340. YUninntyww| pwngytinh phnwuhwjh wntnwdwup ywpniuwynd £
dnwnwynpwwtiu 40% ninnigpwihu pohoubin: Ninnigpwjhu pohoubiph gptipt
pninpnd winfuw £ hiinbpnghgnun undwnply dnunwighw' wnwug wwwékuubph
rYh thnihnfunipjwu: N°p VAF-p (wbjwhu wwppbpwyh hwwfuwywunye)niup)
wdbuwdnunp Yihup nGuwywu uywudwup:

U- 10%

P-20%

Q- 40%

Y- 4%

341. Minnigph udnnud ninnigpwjhu pohoubipp Ywaqunud Gu punwdtup 20%:
NGS pbuwnp hwjnuwpbpnud £ nwppbpwy' 48% VAF-ny: N°p dGluwpwunipyniuu
E wnwyb| wmbnhu:

U- Uphwupwuwl htGintpnghgnun undwwnhly wnwppbipwy

P- Uhwuowuwy hndnghgnun tnwppbpwly

Q- Lhwnbipnghgnun wnmwppbpwy, npp Ywpnn k |hub) gbpdhuw

= Upryniipp witinp £ |huh wuwihnhly wpnbduwln

342. Pnidwnnth dnuin wnyw  BRCA1 qbuh gbipdhuw| wwengbu twppbipwy:
Upw ninnigph udniph ubipytuwynpnudp gnyg £ tnwjhu nygjw) mmwpptpwyh 90%
VAF (witjwjhtu hwéwluwlwunieinit): h uswybu dE4uwpwub) hbinbpnghgnun
Ywpqwyhbwyhu punpny uywuytijhp hwwluwlwuniejniuhg unwgywd pwnén
wpnynipp:

U- Wild-type witjh ninnigphu-punpn? wdwhphlwghw

P- 6pYypnpn gpdhtw] dniinwghw

&- Utiptuwynpdwt wpunbdwlywn

- Wild-type witijh undwwnhly Ynpniuwn

343. Uhwju ninnigph udnh ypw hhdugwd NGS wwubp hwyjnuwpbipnid §
PALB2 qbuh wnwppbpwy' 47% VAF gnigwuhond: N'pu k jwpnpwwnnp
wdbtuwhwpdwp dGluwpwunyentup:

U- Wu dhwtupwuwy undwwnhpy &

P- Uu dhwtowuwy gqbpdhuw b

9- Swppbipwyh gbipdhtiw dwqnudp sh Yupbih puguwnb



- Wu dhwtupwuwl pwpnpwy k

344. NGS Jtip|nonipjw ujwquanyt npwywt 26dp Yuagdnd £ 4% VAF
(wGlwihu hwbwhwywunjwu nmwpptpwy): Ninnigph pwpdpnpuly udnynd
hwjiuwpbpynud £ KRAS wwppbipwy' 3,6% VAF gnigwuhony: N°pu b unwgywd
wpryntuph dGluwpwunie)niup:

U- Uhwtowuwly npwlwu

P- Uhwuowuwly pwgwuwlwu

4- Unwug phpwfuwjht opengnuw| dGennny unnigdwu sh Yupnn
ubipywjwgytb) npwbu pwgwuwywu wpnyntup

T Ttwuwlwpgynwd £ npwbiu gbpdhtwg

345. (Fnph wnweuwjhu ninnigpp wwpniuwynid £ EGFR dnunwghw' 52% VAF
gnigwuhony: fhpwiuwjht pbGpwwhwjhg htwun, jupnh dGunwunwnmhy
ogwfuntd, npuntin ninnigpwjhu pohoubtinh rhyp Ywadnud £ gpbpt 50%,
wuwnniuwlynud £ unyu dnunwghwt' 8% VAF gnigwuhony: Np
pwgwwnpniejntut b wnwyb] hwjwuwlwu:

U- Ninnigph htinbipngbunie)niu bW pwngytinwjhu pohoutiph Yintw
nwppbpnieniuubp

P- Gbpdhuw| thnfuwybipwnwd

4- EGFR gbiup Gpynt wibjubpp wdpnnonipjwdp nbitghwih Gu Gupwpyyb
dGunwuwnwuwunhl ogwuntd

- Uubinwjhu phnwupwjh bdnind wupwywpwn ninnggpwihtu pohoubinh rhup
hwugbigunud £ 4tnd pwgwuwlwu wpryniuph

346. Ninnigph NGS phuwnp pwgwhw)nt £ ouyngbiuh wwengbiu nmwppbpwy’
7% VAF-ny, suwjwd ninnigpwihu pohoubph phup quwhwwnyb) £ 70%: N°pu |
hwywlwlwu pwgwwpnieniup:

U- Untinwghwtu wbwnp k£ |hup gbipdhuwg

P- Ninnigph tupwyinuwihtu wynwniywghw

Q- Ninnwgpp sh Ywpnn wwpniuwyb win dniinwghw

+ Upryntupp yywnwd £ hndnghgnunniyejwt dwuhu

347. NGS phiuwnp Yndpwagbindh Yuwnpghundwjnwd guwhwuwnnw £ ERBB2 qbiup
dnwn 20 ophuwl’' pninp Eygnuubph dwywpnwyny: Uju hwunhuwunud §

U- SNV (dphwuntyGninhnwihu wmnwppbpwy)

P- Gtuh wdwh$hywghw



S- GGuh dhwaénynid
- Uhypnuwwnbihinwihu wuywniuntegyniu

348. Ninnigph ubnwwuwnhy ynwniywghwjnd wnyw £t CDKN2A gbiup tipynt
wibubpp hwywwwp Ynpnun: Uw jwdwgnyuu puniewgnynid £ npybu’

U- <ndnghgnun nbjbghw

P- Lbwnbipnghgnun gbpdhuw| lwpptipwy

- Gtuh wdwh$hywghw

- LGwntipnghgnunniejwu Ynpniuwn (Loss of Heterozygosity)

349. FISH dtpnnp gnyg £ tnwihu ALK wypnwnouyngtiup ybipwywnnignid, huly
unyu ninnigphg wugwwinywd Yuld udniph NGS wuwihgh wpnyniupp
pwgwuwlwu £: N°pu b wwwnwuluwuubph nwpwdhndwu hhduwlwu
pwgwwinpnijnLup:

U- FISH pbuwnh wpryntup Ytnd npwywu k

P- Pnidwnnth dnuin wbinp E |hup ALK gbipdhuw] mwppbpwy

G- ALK-h ytipwlwnnignudubpp huwpwynp sk hwjnuwpbipt) FISH-h dhongny
Tt SYjw NGS phunmwynpnidp sh Ywpnn hwdwpdtip Ypwny hwjnuwpbint;
ALK gbup fuquwu W dhwéanydwu Yeunbpp

350. Np dbpnnny Yunbih b hGunwgnunb) pphoubipnud guwhu
wdwjihdhlwghwih dbtuwthgdny pupwgnn wpnwnnoulyngtiuh wlnhywghw:
U- FISH

P- Ywphnunhwwynpnid

G- UWdpnne gtundh utipyGuwynpnid

- Uhypnuwwnbihnwihu ybipinwdnie)niu

351. FISH-h dwutwwnn (break-apart) gnunny ptuwnp npwywu t ROSI
JEpwywnnigdwu hwdwp: N°p wunnuwiu § 6hown:

U- UWuwwjdwu unyuwlwuwgynwd £ dogphwn dhwéniyynn hwndwop:
P- fdtiuwnp gnyg E mwihu ROS1-h ytipwywnnignwdp, pwjg Ywpnn k
sunyuwlwuwgubi| dhwaényynn hwunywép:

G- fdbuwnp hwunwwnnd £ Yuld hwonpnwywuntejwu fugdwu Yhwnp:
- @nihnfuniejniup gbipdhtw E:



352. 38-wdjw pnidwnnth dnwin wiunnpnayby £ Yninnbyunw| pungytin'
MSH2/MSH6-uwhunwynigubiph Epuwpbuhwih Ynpunng: N°pu £ hwonpn
Ywpunp pw)p Ywd hwoyh wnuynn gnpdnun:

U- Uwinnwgb| gtipdhtw| dniwnwghwjh wnfwinieiniup

P- Bupwnnbi uwynpwnhl pwngytin

S~ hpwywuwgub) dhwju HER2-h pGuwnwynpnid

T hpwywuwgub dhwju KRAS-h pGunnwynpnid

353. Eunndwnphnuwiph pwngltinny pnidwnnth dnwn hdnitunhhuwnnphdhwywu
dbpnnny hwjnuwpbnpyt) £ MLHT qGup Epuwypbuhwih Ynpniuwn, uwlwju
ninnigph NGS utipytuwynpnidp sh pwgwhwjnb MLHT wwpengbiu wwppbpwy:
h"ug £ wtinp nhuwnyt:

U- Ninnigph htwpwynp htwnbipngtu punye

- MSH2 U MSH6 qbtutiph glipdhuw| dniwnwghwjh hwywuwlwuniejniu

G- Uhwtowuwly wwengbu mwppbpwy htdhghgnun Yupguyhtwy

- MLH1 gtuh ypndnwnnph hhwbpdbehjwgdwu hwwuwlywunye)ntu

354. AMP/ASCO/CAP-h hwdwdwju' undwwnply mwppbpwlubph nwuwlywpgdwu
opowuwyutipnd hunwy Yihuhlwlwt tpwuwynieiniu niutignn tnwppbipwyp
unynpwpwp nwuwlwpgynud £

U- I dwywpnwyhp

P- 1l dwlywpnwyh

Q- Mwpngbiu

- Cwjwuwlwu wwengbu

355. Ninnigph NGS hGwnwgnwuinyeiniup hwjmuwpbpnud £ thnthnfunteginiu, nph
Yihupywlywu vpwuwynieintup hwuwnwunbint hwdwp wnlw wnyjwubpp
wupwywpwn Gu: N°p nwuwlwpgnwu £ Yhpwnynid:

U- I dwlwpnwyp

P- 1l dwywpnwyh

G- 1l dwywpnwyh

- IV dwlwpnwyh

356. dnpdwhu-ywpwdbhuwihtu dowynidhg htivnn hwdwwwwnwufuwu
$hpuwghwiny ninnigpwihtu pohoubinhg wugwwnywd VLl udniph dniiynywyhu
ptiunwynpdwt dby pwgwhwjnynd Gu gwdp VAF-nd pwqdwphy



dhwunwyininphn C>T wmpwughghwubp: b uswbu dEyuwpwub pugdwehy
whphdhnhuwht mpwughghwubiph wnlwnigniup:

U- Snpdwihtu-wywpwdphuwihtu dowlydwt dwdwuwly wnwye tynn wnbluuhluwywu
wnubdwlyun

P- GGpdhuw) hhwbpdninwghw

Q- Pwpap MSI (MSI-high)

- Ninnigph pwpép dnwnwghnt pbin (tumor mutation burden)

357. N"p wwpwdbwphg £ wnwyb) uiudws Snpdwihu-wwpwbhuwihu (FFPE)
dowynwihg htinn ninnigpwjht hintujwdphg wuownywd VFufa-h NGS
ubipytuwynpdwt wpnyniupnid gundwjht hwonpnwywuniejwu wwwnawbd
hGwnwgnundp:

U- Cupbipgdwu (reading) funpniejniu/dwoélynype (depth/coverage)

P- FFPE-$hpudwd hjntujwédpnid Fule-h pwgdbunwghwih wunmhbwu

Q- FFPE-Shpuqwd hjnugwdpnid Yuighdhywnubph wnlwinieiniu

T Ladwsd pninpp

358. Ninnigpwjhu hjntujwdph NGS pliunwynpdwt ywwnwufuwuntd BRCAT
gbup pwgwhwjnywsd nwppbpwyp uywpwgpynid £ oguwgnpdbiing
wpwuulyphwn, npp wnwppipynid £ Gy wy) jwpnpunnphwih Ynndhg
Yhpwnynn wpwuuyphwnpg: husnt £ uw Yuplinp:

U- Ywplunp £ dhwju puinpwd gbiup

P- Swppbpwyh wujwuwlywpgnudp bW nmwppbpwyph hwdwpwwndp Yupnn Gu
Ywludwd |hubp mpwuyphuyinh punpnieiniuhg

Q- Spwuuyphwywnh punpnipiniup npn2anid £ htwpwynp wmwppbpwlyubpp
wnlwynipjnup

- Pninp upqwdubipp 6hown Gu

359. Utinwuwnwwnhy Yninnblyunw| Yupghundwu ywpniuwynid £ KRAS
wpnunouyngbup I-dwlwpnwyh wnwppbpwy: huswhuh™u  npw dhawn
jwpnpwwnnp dYuwpwunidp:

U- Wu Yupnn £ Ywufjuwwnbub| pwpép gquynwuntginiu npnawlh hwyw-EGFR
rhnnghu Yhuwquiyht pbpwwhwubph ujwndwdp

P- Uu hwuwnwunnid £ MSI-high Yupgwyhtwyp

S~ Uju Ywpnn £ jwufuwnbub) nGghunbunnieginiup npnpwyh hwlyw-EGFR
rhnnghu Yhuwquyht pbipwwhwubph bjwndwdp

+ Wu hwuwnwwnnud £ dninwghwyh gGpdhuw punyep



360. UGjwundwih pwngltinwihu pohsubipnid pwgwhwjuinyti| E BRAF p.V600E
nwppbpwyp: N°p dEYuwpwunyenut £ wnwyb) wbinhu:

U- Wu pwpnpwy nmwppbpwy £

P- Wu Jywynud £ dwnwugqulwu pwngytinh dwuhu

G- Wu Jywynwd £ MSI-high ywpguyhbwyh dwupu

T Wu Yihupywlywu tpwuwynieiniu ntubignn BRAF wypnwnnouyngbiuh
dnunwghw £ Yuwywsd hwlw-BRAF pbpwwhwubph hbwn

361. Gupwuwmwdnpuwhu gtindh pwngytinwjhu pohoutipnid pwgwhwjnywsd k
BRCA2 wwpengbu wwppbpwy' 46% VAF hwwfuwwunipywdp: hus &
Ywplnpynid ugb] ywnwufuwunid:

U- Mwpgbip wmwppbpwyh gbpdhuw) dwgnup' hbnwgqw phpwfuwhu
pEpWwhwih Uywwnwyny

P- Cwnnpnb] wju npwbiu dJhwtawuwy undwwnhy

Q- Uuwnbub] wpryniupp' hwaodh wnubjng <50% gwdp VAF-p

Y- Yhwwnyb) | dwwpnuyph vwppbpwy pun AMP/ASCO/CAP-h' hitnwaqw
rhpwiuwjht pipwwhwih twwwnwyny

362. Unwouwjhu ninnigph Gpynt tnwpptip dnunwyw inbnwdwubiph
phnwuhwubiphg uinwgyb) Gu ERBB2 gtiup FISH phbuwnh Gpynt nmwpptin
wpryntupubp’ npwlwu b pwgwuwlwu: Pugwnbing nplut wnbuupyuywu
wpnbdwlyun Ywd uwhdwuwhwynd, n"pu  unwgywsd nwpwdhndwu
dGyuwpwunieniup:

U- Ninnigph Gupwlynuwy, htwbpngbu punypep’ pun ERBB2 gbuh
wdwhphlwghwih

P- Pnidwnnth dnuin ERBB2 gbiuh wdwhdhywghwjh gbipdphtw] dwagnudp W
unquihghqup

4~ ERBB2-npwlwu ninnigph nbinwdwuh pwngybinwihu pohoubinh ns-
wnwouwjht dwandp

+- FISH-pwgwuwlwu wpryniupny udnipnwd ERBB2 gliup Gpynt inynwuubiph
hndnghgnun nbjtighwu

363. EGFR-dntinwghwjny pnph ns dwup poowjht pwngytinny pnidwnnth dnwn
wnlw £ hwyw-EGFR phpnght Yhtwquiht huhhphuinpny pipwwhuwgh
uywwndwdp duwynpywsd ntighunbuwnnie)nit: Lpw ywpnh dEnwunwmhy
oowfuh Gpypnpn hGunwgnunnijwdp hwjnuwptingt)  KRAS qGuh nnwppbpwy:



buswhuph”u whwp § |hup jwpnpwnnphwih wwwnwutluwup duwybpwynudp'
hwaoyh wnubiiny wnw9ouwjhu ninnigph oowtup phunnwynpdw wpnyniupp:

U- Unw9Uwjhtu ninnigpnid pwgwhwjnywé wnwppbipwyh gbpdhuw| dwagnd

P- Lnp KRAS undwuwnhl nmwppbipwyny wwjdwuwynpywsd phpwiuwihu
ppwwhwih uyuwwndwdp dGnpptipnyh ntighunbuwnyeiniu

S- Gpynt jwpnpwwnnp Guwnbiph wpryniuputipp yywynd Gu upwughg daynid
Yt npwlwt wpryniuph Yepwpbinjuy

- UGitnwuwnwuwnhy oowfunid dhwyu pwpnpwy Yud IV dwwpnwyh nmwppbpwy

364. Gpp qupgwunid Gu Gpyynpjwy uwndtip, W upwughg dayp dwhwunid £
ubpwpgwunwihu o2powund, YGunwuh duwgwop Ywpnn £ Jluub) dwhwgwd
Gpyynpjwyh (vanishing twin) npn2 pohoubin: Wu nbiwpnid Yaunwuh duwgwd
Gnydnpywyp Yihup'

U- Stunpwwnhn

P- Unquhy

Q- Lhdtiphqu

- Uwutwyh wnphundhw

365. Oyngbiutigh dbjng Il-h pupwgpntd 21-pn ppndnundh stnwpwugwwnnidp
Ywpnn £ hwugbgub) unnpl ugdwd pninp ghgnunwihu mwppbpwlyubppt’
pwgwnniejwdp dGyh, Get pinduwdnpndp Yuwwnwpynud £ unpdw)
ppndnundwiht hwjwpwlwqd niubignn uybpdwwnngnpnny: N°pu k
pwgwnnigjnLup:

U- 21-pn ppndnundh unihundhw

P- 21-pn ppndnundh uywwndwdp Eniwyinhnpw

Q- 21-pn ppndnundh dnunundhw

- 21-nn. ppndnundh wniphundhw

366. <twnlyw| ghgnwnubphg n"pp Ywpnn £ wnwowuw| mnwdwpnnt dnn dbjng
I-h W dtijng 1l-h pupwgpntd stmwpwugwwndwu hGunbwupny:

U- 48,XXXX

P- 69,XYY

Q- 48, XXYY

- 49 XXXYY



367. b mwppbpnientu wntinnund ppndnundwjhu iiphundhwutiph
ddwdwutnipjwu, X ppndnundh inphundhwyny wuhwwubpp YGuuntbwy Gu W
hwéwlu niubunw Bu wybh dend Yihupywlwu npubnpndubn: bugn’:

U- Lwuh np X ppndnundp, hwdbtidwwnwé wnwnnundubiph htiv, wwpniuwynw
phy gliutip

P- Lwuh np X ppndnundp ywpniuwynid £ dhwju ubinh npnadwu W
wuwnnwpbipnigjwu htn Yuwwywé qbubp

Q- LPwuh np gnponud | X ppndnundh huwlyunphjwgdwt dGfuwuhqup

- Jdbpp Updwd pninp wunnwiubipp 6hown Gu

368. N"n whkfuuninghwutipu Gu unynpwpwp Yphpwnynd NIPT-nd’
wubnwwynhnhwubiph uyphupugh hwdwp:

U- Ukugbiph ubpybuwynpnid (Sanger sequencing)

P- Udpnne gbiundh ubipytuwynpnwd (Whole-genome sequencing, WGS)
Q- Yuwphnunhwwynpnwd

- PCR

369. <woyh wnubiiny NIPT-h 62gpwunnieiniup b hnhniejwu Jwpdwu ypw npw
wgnbigniginiup' n’p wunnwiu £ jwdwgnyuu ufwpwgpnud NIPT-h Yihuphluywu
ntinp:

U- NIPT-p wfuinnpnahs hGunwgnunyeinwu £, npp ujwqgbigunud £ hudwghy
dhowdwnnipjniuutiph wuhpwdbounnieiniup

P- NIPT-p wfuwnnpnahs hGunwgnunnieynit £, uwywju npwlwu wpryniupubpp
dhoun wywhwugnud Gu hujwghy hwuwnwnnid

G- NIPT-p uyppupugquwhtu htwmwgnunieinwu £, npp ujwqgbigunud £ hujwaghy
dhowdwnnipiniuutiph wuhpwdbipunnieiniup, uwlwju npwywu wpnyntupubinp
wbwp E hwunwwunytiu hudwghy wfunnpnohs hGunwgnunnipjwdp

Y- NIPT-p uyphupuquht hinwgnunneiniu £, bW huswbu npwlwu, wjuwbu £
pwgwuwlwu pninp wpnynitupubipp wbwp £ hwunmwwnybu hujuaghy
hGwnwgnuniejwdp

370. <nphnipjwt 11-pn 2wpwentd hpwlwuwgywsd wunnh cfDNA (wquiwn
opswuwnynn tUIF) phunny pwgwhwjnyb) £ hwqunbiy hwunhwnn 1 Mb
dhypnnbiighw: <Gwnwgquynud wébkgywsd wduhnghwnubtiph ppndnundwihu
microarray ptunny pwgwhwjwnyb| & Yuwphnunhwh unpdw| gGundwjhu Yuqu:
LoJwdubiphg n"p daluwpwunieiniuu £ Ghown:



U- dbpouwlwu 6hoin ywwnwuluwuh hwdwp wbiwp £ hpwlywuwgub| Gppnpn
wulwlu pluwp' dnp wpjwu (Gilynghnubph ppndnundwjhu microarray

P- Lpndnundwjht microarray ptiunp sh Ywnpnn hwjintuwpbpb) wyjw) swihh
ntiltghwutip

Q- Munnint wulwuywd ntuh wyn dhypnnbitighwu

- Cuwpwynp £ wywunnh dnin uwhdwuwthwly wjugbunwnp dnquhghgqd Yud
ulnhuhtgh Ytind npwlwu wpryniup

371. nhniejwt 10-pn 2wpwend wuglwgywsd ywunnh cfDNA (wquin
opswuwnynn UIS) upphupugny wwnnh LI dpwlyghwu Ywaqdnwd k 1,5%,
husp gwédp & jwpnpwwnnphwh Ynndhg hwunmwundws ujuqugnyu o6dhg: Npu
E npwtiu «no call» guwhwwndwsd ywwnwufuwuh dEluwpwunte)niup:

U- Mwnnh Yuphnunhwp dhwtpwuwy unpdw

P- fFtiunh hwdwp wnlw wwnh Vule-h pwuwlyp pwdwpwp sk hwywuwnh
dGyuwpwuntpjwu hwdwp

Q- Munninp dhwtowuwy ntuh nphundhw

+ Pwpap £ wuhbunwgnn Gpyynpjwly yunnh (vanishing twin)
hwywuwlwuntejniup

372. Uhwwwnntn hnpnipjwt nbwpnid wywnh VLl dpwlyghwt wuunynp gwdp
E: N°n gnpdnup Ywpnn £ bywuwnb) npwu:

U- Unp dwpdup quugqwédh pwpdp hunbipu (URN)

P- <nhnigjwt ywn dwdlbin

S~ 18-pn Ywd 13-pn ppndnundubiph iiphundhwubipp

- Jdbpnugjw| pninpp

373. Munnh cfDNA (wqwwn 2powtwinynn VFula-h) uyphuhugh wpryntupp
npwlwu £ 21-pn ppndnundh inphundhwjh yepwpbpjwi: b us hbunwgnunnigjwu
wbwp £ ninnpnby:

U- Mwunnh wfuwnnpnohs gbiubinplulwu hGnwgnunnyejwu

P- Unp wnjwt punhwuntp puuntygjwt YpYunyejwu

Q- Unp Yuwphninhwh npnadwt

- <Gnwagqw hGunwgnunnipniutph Yuppp syw

374. Mwnnh cfDNA (wqwuwn 2powuwnynn LI3-h) phunh wpnyntupu ntuh 90%
npwlwu Ywuluwwnbunn wpdtip (Positive Predictive Value)' npnawlyh
gbubinphywlywu fuwpwpdwu hwdwp: h°us £ uw uowuwynud:



U- <nhnipyniuuiph 90%-u ntup wnydjw 2Gnnwip

P- Ypwlwu pbiunh wpryntup ntubignn hnhnejniuubph nbwpnid’
hwdwwywwwufuwu wynwniywghwnwd, wyuywynid £, np dninwynpwwtiu 90%-
h dnin wnlw L wnyjw) 2tinndp

Q- (dtiunu ntuh 90% qguwyniuntejntl

W (3Guwnt niup Ybnd pwgwuwlwu wpnyniupubiph 10% gnigwuhy

375. huswt"u Yupnn £ wwnnh c¢fDNA (wquiwn opowtwnynn VFula-h)
uypphupugwihtu puwnh npwlwt Ywufuwwnbunn wpdtipp (PPV) |hub| tnwpptip
wnwniywghwubipnh dholi:

U- PPV-U dwuwdp Ywiujwsd E pwpnpwy wnmwpptpwyutph Gnom_AD
wnwnijwghnt hwéwfuwlwunypiniuhg

P- EpUpy fudpbph dhole YUI3-h hwonpnuwlwuniejniup dhown wwppbip £

Q- Mwnh ubinp npnpnud £ PPV-U

T <pJwunniejwu tnwpwdjwdnieintut wgnnwd £ PPV-h ypw

376. Mwunnh cfDNA (wqww o2powuwnynn LI3-h) phunnny npnawyh
wweninghwjh uyphuhugp ntuh 99% qgquniunyentt U 99% uwtighbhynipniu:
Upryn"p uw tpwuwynid k, np npw PPV-U (npwlwu Ywufuwwnbunn wpdtpp)
99% E:

U- Uyn, PPV-u wuywfu dtdnipyniu

P- Ny, PPV-u Ywfudwé £ bwl wwpeninghwjh nmwpwdywdnieiniuphg

G- Uyn, Gpb hwjnup £ wywnnh Yul6 Spwlyghwu

- Uyn, Grb nyunpwdwjuwjht hGunwgnunnijwt wpnyntupubipp unpdw) Gu

377. X unwlwu ppndnundh wubinwwynhnhwjh ytGpwptinjup NIPT (ns-huwqhy
Uwfuwduunywu phunwynpnwl) punh npwywu wpryntupht hwenpnnd £
wduhngbuwnbgh dhongny unwgywd wyunh unpdw| Ywphnunhwh wpryniup: N°p
pwgwwnpniejntup wtwp £ nhunwplyb):

U- Muwgbtunwnp uwhdwuwthwly dnquhghqu

P- Unp dnwn ppndnundwjht wundwihw

G- Uuhbwnwgnn Gpyynpjwyhp (vanishing twin) duwgnpnwihtu Fule-h wundwihw
- Jdbpnugjw| pninpp

378. huswb’u Ywpnn b wwgbunwp uwhdwuwihwly dnquhghqip hwugbgub
wunnh cfDNA (wquwn opowtwnynn HLl3-h) pluwnh b yunnh wjunnpnohy
hGwnwagnuniejwu wpryntuputiph dhol wuhwdwwwwnwufuwuniejwu:



U- ¢fDNA-U hhduwwunwd wnweowund £ wyjwgbuwnwjh tnpnynpjwuwnutinhg
P- cfDNA-U pwgwnwuwbiu ntuh wunnh degulwphnghunwp dwgntd

G- Uduhnuinpy htinnynwd Gppbip s6U Ywpnn |hub dnp pohoutipp

Tt Mwgbunwu b wywnninp dhon niubu unyuwywu ppndnundwjhu
hwywpwlwqubipp

379. Yung dwjpwdwuwht wpjwu udnh hnwgnunnejwu dwdwuwy
wunwjhu $pwlghwt (fetal fraction) yopwpbpnid £

U- Unp wpjwu db9 ywnnwjhu pohoubiph ninynuwjht hwpwpbpwlygnipjwup dnp
wpjwu wdpnnowlwu pohoutinh hwdtdwwnniejwdp

P- Unp wywqdwinud wwugbumwihg Ywd wywnnhg dwagnn VFuld-h tninynuwhu
hwpwpbpwygnyejuup dnp wquwn 2powuwnynn Yuld-h hwdbdwunniejwdp

G- Unp wjwqdwjnwd hwjinuwpbpjws ynnwihtu ppndnundubph ninynuwjhu
hwpwpbipwygniejuwup dnp wpjwu pohoubiph ppndnundubiph hwdbtdwunniejwdp
+ Unp wjwqdwjnd dnwnwghw Ypnn yunnwihu FLle-h iinynuwjhu
hwpwpbpwygniejwup dnp wdpnnowlwu dntinwghw Ypnn Fule-h
hwdbdwunnipjwdp

380. h"usp Ywpnn & hwugbigub wunnp cfDNA (wqwwn opowuwnynn YLIS-h)
uyphupugh Ytind pwgwuwlwu Ywd wudkluwpwubiih wpryntuph:

U- Unp gwdp pwpp Ywd wnhwnghwntbiph gwdn pwtwyp

P- Unp htidng|nphuh gwdnp dwlwpnwy

- Munnwjht gwop ppwlghw

t- Unp 35-hg pwndn tnwnhpp

381. Syjw NIPT uyphtuhugqwjpt pbuwnt niuh pwnpdp qqujniunyeiniu, uwlwju
gwdn uwbghdhynieniu: Np wpryniupu § wnwyb hwwuwlwu:

U- 4bind npwlwlu wpnynitupubin

P- £hs pYny Ytind pwgwuwlwu wpryntupubip

4- Unwug 2tindwu wpnynitupubip

“+ Uhwju hppwywu pwgwuwlwu wpnyniupubin

382. SYjwy NIPT uyphupugqwyiht phuwnt niuh pwpép uwybghdhynieniu: Uw
punhwunip wndwdp upwuwyn £, np'

U- Cwjnuwpbipynud Gu pninp whunwhwpywd hnpnipniuubipp

P- Unnng hnhntejniuutinhg pskiph dnwn £ gpwugynid npulwu wpryniup

Q- f3buwnp sniup Ybind pwgwuwwu wpryntupubip



- <hwunniejwu nmwpwéywdniypiniup gpnjuyw

383. Mwnnh cfDNA (wquwwn 2powtuwnynn Fuld-h) phunh wunpn2 wpnyntuph
(no-call) uwplnp wwwnbwnubphg dbyu £

U- 2nyq YGuuntuwy wyuinninubipp

P- Npn2 dnunundhwubiph nbiypnid wywnh ppndnundutiph punhwuntp ryh
ujwgnudp

- Minnujhu ppwlghwih wupwdwpwn pwuwlyp

- Unp dhusl 25 nwpblwu hwuwyp

384. funphnuh pwyhyubtiph udniwndwdp (CVS) Yuwnnigwdpwjhu
ppndnundwiht ginthnfuniejwu hwynuwpbpnwp wnwehtu htpehu Gupwnpnd |
U- Uprynwtupp hwuwmwwnbint hwdwp hpwlwtwgub) hblnnwgw wduhngbuwntiq W
ybipuwnnignid

P- Gpynt dunnubiph poowqgbiubinpywlwu hGunwgnunnie)ntu

Q- Pninp wnwoht wumhbwuh wggwywuubiph Yuphnuinhwwynpnwd

“+- <nhnigjwu punhwwndwt wnwowny

385. N°pu & funphnup pwyhyubph udnwndwu (CVS) hhduwywu
wnwybnejntup wduhngbuwnbtigh tywundwdp:

U- Udtih pwndp wiuinnpnahs agnpnnteniu

P- Ldnh wybih hbown unwgnid

Q- Jhddwu wytih gwdn nhuy

Y- <npnigywu wybih Jun dwdybnnd hpwlwuwgubine huwpwynpnieyniup' 10-
12 swpwpwlwund' wduhngtiunbgh 15-20 swpwpwlwuh ghinfuwpbu

386. <tnlyw| uwjuwduunywu hbwnwgnuinyejwu deennubphg n"np Yupnn &
hwjinuwpbipt] wwgbunwiny uwhdwuwhwlyywsd dnquhghqup:

U- Uduhngbiuiinbiq

P- funphnuwjht pwyhlutiph phnwuhw

Q- Munnh pohoutiph hGwnwgnunnientu dwjpwlwu wpjwu vty

- Mnpunwjwnph wpjwu wepynunwt udnwnnid

387. bugn’t Ywpnn Gu CVS-h (flunphnup pwyhlubph udnpwndwt) wibgywd
pohoutinh nu CVS-h swbkgywd pohoubtipnh gbubinphlwlwu ybipnwdnipjwu

wnrynwupttipp |hubi wwpptip:



U- Culipph ghnnunpndnpjwunuwht b dqtufuhdwy otipintiph pohgutinh dholt
tinwd wwppbpnygniuubpp' pun ppndnundwiht fuwpwpnwiubiph

P- Uwhdwuwthwly wywgbuwnmwnp dnquhghqdp
Q- Pohoubiph Ynyuinhwughwjph dwdwuwy wnwe GYnn wpnbdwlynbipp
T+ Loywd pninp nmwppbpwyubipp

388. N'p wpryntupp Ywpnn b pwpnwgub bwiuwduunywu ghubunpyulwu
hGwnwagnuniejwu dayuwpwunwip:

U- Mwnnh dnquhghqu

P- Unp dnquhghqu

G- Uwjpwlwt pohoutipny wnununntd

- Loqwd pninp vnwippbipwyubipp

389. lunphnup pwyhyubiph udnipwndwu (CVS) wpnynitupp gnyg £ wwjhu
dnquhghqu: busn’t Yupnn £ ndqwp [hubp npw deluwpwunudp:

U- Cuytppwihts dnquihghqup Ywpnn £ 6gpnnpbu swipnwgniti wyunnh
Ywppnunhwp

P- Cuybppp gbiundp dhoin wnwpptipynid £ wywnnh gbiundhg

Q- CVS-h dhongny Unquhghqup huwpwynp sk hwjnuwpbpt)

+ CVS-p wwpnwwynud £ dhwju dwjpwlwt Yol

390. unphnup pwyhyubiph bdnwndwu (CVS) wpnyniupubipp gnyg Gu wwihu
ppndnundw)jht fuwpwnpdwdp wnuwqu dGY poowihu ghd (line), uwywju sh
pwgwnynud pulbipph uwhdwuwhwy dnquhghqdh hwjwuwlwuniegniup: hus
Yuptith £ nhunwpyt npwbu hwenpn puy:

U- Gupwnpbi, np ywnnh dnwn qgubunpyulwt wpwwnp hwunwnywsd

P- Cwdwwwunwufuwt Yihupywlwu hpwyhbwynid |pwgnighs wduhngbiuwntigh
hpwlwuwgnd

G- Uuwnbubi| wpryntupp

- <hdudbi| dhwyt dnp ghtniyh uyphuhtugh wjwiutnph ypw

391. N°p udnu £ unynpwpwp bwfupuwnpbih, Gpp wuhpwdbon £ hwunmwnb|
wwnh Yuwphnnhwp' puytinph uwhdwuwihwy dnquhghqdh
hwywlwywuntpjwu nbiwypntd:

U- Mwgbuwnwn hjntugwép

P- Unp ohtinwy

G- Uduphnunply htnnty



- Unp wjwnh |npdwpwnwuph pohoutin

392. huyn’t Ywpnn k dunnubiphg dbyh dnn wnyw hwjwuwpwlyondwd
wnpwuunyughwt Yuwpunp |hubi bwpuwdtuunywu punmwynpdwu hwdwn:
U- Uju Ywpnn t vGdwgub ubipunh dnin n&-hwwuwpwyonywd
inpwtiupnuighwih nhulp

P- Wu dhown hwugbigunud £ utipunh dnwn wtiphundhwjh

G- Uju dhpwn hwugbligund £ ubpunp dnuin dwutwyh dnunundhwih

- Uju sh Ywpnn dwnwugybi

393. Uttkgwé wduhnuinhy pohoutiph FISH hGunwgnuinipjwdp hwjnuwptpyb) &
ppndnunduwjht fuwpwpnid Ypnn pohoultiph thnpp wnwnijwghuw, uwlwyu
unynpwlwu Yuphnnhwywynpdwu wprynitupp unpdw : N°p pwgwnpnieniup
wbwp E nhunwnyb): Swép wunmhbwuh hpwlwu dnquhghqd Mulinndnquhghqu
Ywd poowihu Ynyuinnipwih unwgdwu wpnbdwlyun Yend npwlywu FISH
wgnwuowuubin

U- Loywd pninpp

394. 2wibtigywé wduhnghwnubtiph huntipbwqujhu FISH hGunwgnunnipjwu
wpryntupnud ppndnundwiht fuwpwnnw Ypnn Ynphqubph phyp Yuqdnid k£ 12%
lwpnpwwinnphwih Ynndhg uwhdwuyws 10% npwlwu oGdwjhu wpdtiph (cutoff)
wuwjdwuubpnd: Unwgywd wpryniuphg Glubing, N°pu b wybiih 6hown
dGyuwpwuntd

U- <wnnpnbp npybiu pugwuwlwu wpmyniup' ppndnundwiht fuwpwpdwu
pwgwlwjnieiniu

P- dbpouwlwu wfunnpnonudp Ywfudwd Yihuh wébgywd wduhnghwnubiph
ptunmwynpdwu (Yuphnnhwwynpnid Ywd ppndnundwjht microarray)
wnryntuphg

G- 2hwnnpnb| npwbu wunpn wpnyniup Ywd dnquhghquh Yuulwsé

Y- <wnnpnb) npwbu npwlwu wpryniup' ppndnundwjht fJuwpwpdwu
wnlwynipjnLu

395. Udtigywd wduhnuinhy pohoutiph ppndnundwjhtu microarray ytipintdntejwdp
wwnh dnin pwgwhwjwnyti £ Yihuphynpbu wnnng dunnhg dwnwuqywd VUS
wmwppbpwy: hus B wuhpwdbom ok (wpnpwnnp pbunh ywwnwutuwuntd:

U- SGpdpuw| VUS wnwppbpwyh wnywnyeniup wnnng dunnh dnun hwuwnwnnid
E, np wuninp unyuwbu wnnng &



- Munh dnuin Ywnnigwédpwjht wundwhwubiph wwpwguwinw VUS
wmwppbpwyp wybh phs hwjwuwlwu E, np niuh wwengbu, pwu ny ywengbu
punye

Q- VUS nwppbipwyh wnlwjnieiniup sh Gipwofuwynpnid upw dhwtpwuwy ng
wwengbu punypep' hwoyh wnubiny huwpwynp ne-|pnhy wbubwnpwuwnniegniup,
thnthnfuwYwtu npubnpnudp b hunwgw YGpwnwuwlwpgdwu
huwpwynpniejniup

- Munnh dnuin Ywnnigwdpwjht wundwhwubiph ywpwgwinw YUS
wnwppbipwyp dhwbpwuwy whwnp £ nhrnwplyh npubu wwengbt® hwayh
wnubiiny huwpwynp ng-|nhy wEuGWpwuwmnyenup b hnthnfuwywu npulinpndp

396. Mwunninu nwp hwjnuh wwengbu CNV, npp hwonpnhy sh pwgwhuwjuinybip
dunnubipph dnwin: N°p wunnuwu £ punhwunip wndwdp 6hown:

U- CNV-u Ywpnn £ wnfw [hub] wunnh dnin' de novo dwgdwdp

P- CNV-u wbiwp £ dwnwuqyh dnphg Ywd hnphg

Q- CNV-u dhpwn niup de novo dwagnid

- CNV-U hwunhuwunud £ piunwynpdwt wpunbdwln

397. Lwluwduunjwu ppndnundwjht microarray ptunny pwgwhwjwnyt)  dnwn
1 Mb Gpywpnipjwdp dhypnnbiitighw wnwnnund ppndnundnid, npp wnfw £ uwl
Yhuhynpbu wnnng dunnh dnwn: h"us hwwnlwuhoubp wbwnp £ nhunwnpyb)
hGunwagw Yhuhjuwwu nwuwlwpgdwt hwdwp:

U- <uwpwynp thnthnfuwwt yGubnpwuwnnieniup, uwywju Glutiny dunnh
wnnne $bunnhwhg' hwdwpb| gipdhuw], hwjwuwlwu pwpnpwy wwppbipwy
P- Uhwuowuwy gtpdhtuw) U |phy ytubnpwuwnnigjwdp hwjwuwlwu
wwpengbl nwppbipwy [hubip

S- Uhwtowuwy gbpdhuwy, |phy wtubunpwuwnniejwdp hwywuwlwu pupnpwy
wwnppbipwy (hubp’ Guting dunnh wnnng Yupquiyhdwyhg

Tt <uwpwynp hnthnfuwywu wsuGnpwuwnnyeniup,
hwwnwupwywpwnpnieiniup, hwbwuwlwunieniup, dhypnntitighwih 62gphun
uwhdwuubpp, $uninhwyp wywnnh dnn b gpuywuntjw wnyjwiubpp

398. 80% wGubwmpwuwnyejudp wnwnnund-ntgtiuhy hhywunniejwu nbwpnid
htiwnbpnghgnun dnunwghw Ypnn Sunnubtiph wywpwgwind nppwt £ Yuginwd
wnnng Gpbjuw niuGuwint hwywuwlwunentup jnipwpwisgnip hnhniypjwu
wwpwagwjntd:

U- 25%



P- 50%
Q- 75%
- 80%

399. X-ppndnundh hbwn onpwjwlygywsd ntgtiuny U (phy wtubiunmpwuwnniejwdp
hhyjwunnyejwu nbwpnw wwengbit tnwpptpwy Ypnn dnphg U wnnne hnphg
nppwt b wpwywu ubnh W wndjw; hpjwunnigjwu wiunnpnadwdp Gpbluw
ntuGUwnt hwwuwywunipe)niup:

U- 0%

P-25%

G- 50%

+ 100%

400. Mwnh dnwn dGphjwynpdwup-uwybghbhy MEM phiunny qguwhwwnynid £
prhpwlu gbunw nwunytnnhnwihu Ypyunnnigyniuubiph punwjunwip’
wwjdwuwynpywd nyjw| hwindwsh CpG Ynquuyubph dbehjugdwdp:
Unpnngtiuntighg W wduhngbuwnbtighg htwnn unyu ptunny wwnnh dnwn unwgybip
tu Gpynt mwppbp' npwlwu b puwgwuwlwu wpnyniupubin: huswb’u pugwwnply
unwgywd wpryntupubiph nmwpwdhunnudp' puguwntiing wbuupyuywu
wpwnbdwywnp b qghubinmhjuyw wnununudp:

U- Utiphjwgnw-uytighdhy MTMN-u ywhudwsd £ wnnh wpjwu b wduhnunhy
pohoutinhg wugwinywsd Yule-h pwuwlhg

P- Utiphjwgnud-uytghdhy MCMN-u Ywhudwsd E Ynpnngtiunbgh L
wduhngbtiunbigh thnytipnd wywnnh pohoubtipnnid wnyjw| gtundwjhu wmbinwdwup
dbrphwgdwu Yupguyhtwlhg

4- Utiphjwgnud-uwytghdhy MCM-u Ywhugwsd £ wyunnh dnin huwpwynp
unquhghquhg

T Ubehjwgnud-uwytighbhy MEM-u Ywiujwsd £ yinnh Gnwdujwlywihu
qungqwuglwl wuwmnhbwuhg

401. NnuninGnwjhtu dywuwjht winpndhwu qupgquuntd £ dwpnnt SMNT gliup 7-
nn tygnuh hndnghgnwn nbijighwjh hGunnlwupny, npu nwuh unyu
unwyGninpnwihtu hwonpnwlwuniegyniup hus SMN2 wulinngtiuh 7-pn Eygnup'
pwgwnnijwdp Ynnnuwjht 6-prp nhppnd dGy uniyGninpnh nmwpptpnyejwdp:
Mwuinh dnuin SMNT gtiuh 7-pn Eygnup hndnghgnun nbltghwt phunwynpbint
hwdwp hus phpwfuwihu dniGyntwjht dninbignid £ Yhpwnynid:

U- Ubiph-uwtighdhly MTrt



P- Cwlwnwpé-npwuuyphywwagh MCME
- Ujb-uwtighdhly Mo
+ Lpndnundwjhu microarray

402. Munnh funphnup pwprhsubinhg unwgywsd Yuld-h NGS punwynpdwu
dhongny hwjinuwpbpwsd ywengbt nmwpptpwyh wibjwiht $pwlyghwt (VAF)
Ywquntd £ 25%: Lwpnpwwnnphwu Yuulwénid £ wywnnh dnuin dnquihghqu:
Npn"up BU htwnwgqw hGnwgnuineywu Yuplinp gnpdnuubpp:

U- Hhwwnpybip wwengbit tnwpptpwyh huynyeniup wétigywd wduhnunhy
pohoubinh phpwuwihtu gGumnmhywlywu hGunwagnuniejwdp

P- Gupwnnb], np wwnwp htwnbpnghgnun £ jnipupwugnip poontd

S~ Gupwnnb|, np wmwppbpwyp Ywpnn £ niubuw dwjpwywi dwagnid

- Uuwnbub| unwgywd wpnyniupp

403. Lwfuwduunywu NGS ptuwnp pwgwhwjwnb| £ 50% VAF (wGjwjhu
hwwhwywunipniu) gnigwuhony ywpengbt nmwpptpwy: <wenpnhy, unyu
wnwppbpwyp hwjinuwptipgt) £ twl dnp NGS pGunwynpdwu wprnynitupnid:
N°pu b wdttwhwywuwlwu deluwpwunye)niup:

U- Hhwwnpybip dwjpwlwu YuIa-ny wnunndwu Ywd wnwppbpwyh gbipdhtw]
swaqdwu hwywuwlwunieniup

P- Munninp ntuh nyjw| wwengbtu tnwpptipwyh hndnghgnun gbununhy

G- Mwunh dnin hwuwnwunynud | hwdwwunwuhoh gbuGnmhywlwu wiunnpnyndp
- Upryntupp yywynud £ hwjpwlwu dwnwugdwu dwuhu

404. Unp wpjwu pohoubipn wpwywu ubinh wyunnh wduhnwihy pohoutinh
huwpwynp fuwnunuip' giubnpluwlywu wnunnnnwp Wwpqupwubne hwdwp

hus htitnwgnunieiniu £ wuhpwdbion hpwlwuwgub:

U- wduhnwnhly pohoutinhg unwgywsd Yuld-h b dwjpwlwu VYula-h wdpnng
Eygndubiph hwdbtdwwnwlwu ybipnwdnientu

P- wduhnunpy pohoubiphg unwgyws Fufe-h b dwypwywu VFule-h Ywnpbd
nwunbd Ypyunnnyeintuutinh (short tandem repeats) hwdbdwunwlywu
ybip|nonieintu

Q- wduhnunhly pohoubiph W dnp wpjwu pohoubiph FISH' X LY ubnwlwu
ppndnundutiph hwdbdwwnnijwt hwdwn

- wduhnuinpy pohoutiphg unwgywd LM b dwjpwywu VUl udnwubipnid
hwjinuh punwublwu ywengtt 10 u.q. iplwpnyejwdp guwhu nbltghw)h
unnwgntd



405. Lwfuwduurywu wdpnng tygndh utipytuwynpdwdp pwgwhwjinyt b
hwjinuh ywpengbit mwppbpwly wju gbiund, npp Yuwwywsd £ wyunnh dnun
uywpwagpjwd Yunnigwdpwihu wundwihwubph hbw: busn’t £ Yuwplnp
dEUNNhwywiht hwdwwwwnwufuwuniejwu nhnwnpynwp wdpnng Eygndh
ubipyGuwynpdwu wpryntuputiph dluwpwudwu nbuwytinnhg:

U- Lnyu gtup Ywpnn £ npubunpt wiGnunpnwhy wanbgnieiniu b thnthnfuwwu
Epuwpbuhynipiniu

P- Swulwgwéd wwengtt mwpptipwy npulinpnud £ |ppy wbubnpwuwnnieginu W
hunwl pwgwwnpnid £ wunnh jnipupwtgnip wundwihw

G- dbunnhwp bpwuwynyeiniu sntuh twpptpwyp dEluwpwudwu hwdwp

- Uu nbiwpnid pwnép £ wyunnh dnin uupwgpywéd Yunnigwdpwjhu
wundwjhwubiph wmbnwwnngbu dwqlwt hwywuwywunipnitup

406. Lwjuwduunywu wdpnne Eygndh Ybp|ndniejwdp wniunnund-ntigbuhy
gbunud hwjinuwpbipyt) £ d6Y wwengbit mwppbpwy 96% VAF gnigwuhony L
65x ubipybuwynpdwu funpnipjwdp (depth): h uswyhupt £ ndju wmwppbpwyp
Ynnn witih qiunnhwp:

U- <tdhghgnun

P- <ndnghgnun

G- Ununundhw

Y- Uhwynndwuh dunnwlwu nhundhw

407. Lwhuwduunjwu phunwynpdwdp wywnnh dnuin pwgwhwjunyti tu
wnunnund-ntigbuhy U |phy wGubunpwuwnniejwdp gbuh Gpynt hwjnup
wwpengbu nmwppbpwubp: RGunh ywunwufuwund n"p uplnp hwpgp wtinp
E nhuinwnlyh:

U- Upryn”p Yupbih | pugwnb| ywnnh dnin hhjwunnigjwu ghubnhluwywu
wfuinnpnondp' wulwfu nyunpwdwjuwght hbnwgnuiniejwu nyjwjubphg

P- Upryn"p wnwppbpwyubpp niubiu de novo dwignid* hhjwunnipjwu huwpwynp
thnthnfuwwt npulinpnudp Ywufuwunbubine hwdwp

Q- Upryn“p tnwppbpwlubpp niubu $niuyghnuw| wgnbgnyeniu gbiup Ynndhg
Ynnwynpynn uwhwnwynigh pniayghuwh Ypw

Y- Upryn’p nnwppbpwlubpp gunugnid Bu cis pE’ trans nhppnud’ hhjwunniejwu
hGunwaqw qupgwgnidp wwngbnt hwdwp



408. Mwnnh tYygndh hbGwnwgnunnyeiniup pwgwhwjwnt| E ywnnh dnn Gupwnpynn
wnunnund-nndhtwuwm wweninghwh htn wungwgywé qbiuntd wunpng
Uowuwyniejwu wmwppbpwy (VUS): husp wbiwp £ pwgwnb| jwpnpwwnnp pbuwmh
dayuwpwunipjwu dby:

U- Sunnubph dnuin VUS-h huwpwynp phpwjuwihtu pGumwynpnidp

P- dtuninhwh hwdwnpnidp

Q- VUS-h ybipwptpjw| wnw nyjwubph ybipindndp

- VUS-p npwbu wweninghwjh hunwl qgubunplulwt ywwnbwnp
nhinwpynidp

409. Lwpnpwwinnphwu utnwunwd £ wduhnuinhy hbnniyh udnwy, npnud wnyw k
dnp wpjwu hbwn pwjwwtwswih wnunnunw: Lwjupwu dnungbu
hwdwlunmwuhoh twhuwduunwu punwynpnwp hus £ wuhpwdtiomn
aGnuwpyt:

U- Uuwnbiubi] uinwgywd wduhnwnhy hbnnyh udniph npwyp

P- hpwlwuwgubi| wduhnwnhy hbnniyhg unwgywsd ula b punmwuhph hhywun
wqgqwywuh YUI3-h Yupbd vwunbd Ypyunieniuutiph (STR) hwdbdwwnwlwu
ybip|nonieintu

Y- hpwlwuwgub| Yunpéd vwunbd Ypyunieniuutiph (STR) Ybpnidnip)niu
wduhnwnhly htnnwyh W dnp wpjwu Ywd |npdwpwnwuph pohoutinh udniputinh
dhol b/Ywd wduhnuinhly htnnyph hGurnwgw wabgnid

- hpwywuwgub] wduhnwhy hbinniyph swtigwsd pohoubinhg unwgywsd Hulo-
h udniph gbubnhlwlywu pumwynpnid b hwdbdwwnb] dnp wpjwu
lGjynghwnubiphg wuowuinywéd LI udniph piunwynpdwu wpnyniupubiph htin

410. Lwfuwduunywu Ukugbtiph ubpytuwynpdwu pliunp hwjnuwpbipt) §
htitntipnghgnun nwppbpwy, npp wungugywéd £ hwjnup wniinnund-nndhuwuwn
L inipnfuwywt whubnmpwunnygjwdp hhjwunnuyejwu htwn: LoJwsdubphg N'pu
E Ywpunp mwppbpwyh dEluwpwudwu hwdwn:

U- Munnh $buninhwh nynpwdwjuwihu guwhwwnnd

P- Upryn"p nnwppbpwyp gbipdhuwy k pE de novo

S- Cunwubwu wuwdubg W huwpwynp Yhupyulwu npulinpnid

+ Loywsd pninpp

A1, Lwjuwdlurywu 2powuntd wdpnng tygndh utipyGuwynpdwu
htiinmwgnunigjwdp pwgwhwjnyb £ wninnund-nndhtwtuwn hwdwfunwuhoh
htwn wungugywd gtiuh Jhuubiuu wwppbipwy' htinbpnghgnun



Ywpgwyhbwynid: Hw ybpwpbpjw) wnw wndjuiubpp uwhdwuwhwy Gu'
quwhwuwbnt, pE Upnyn’p wju Yupnn § qupqugub) wnidjw) hwdwfunwupop ph
ng: Wu wwpwquwynd N°pu b ndjwi mwppbpwyp wdbtwhwdwwywwnwufuwunn
ACMG nwuwlwpgntdp:

U- Mwpengbu

P- Cwjwlwlwu ywengbu

G- Uunpn2 bpwtwynipjwl tnwppbipwy

- Cwjwuwlwu pwpnpwy

412. U6tigywd wduhnghwnubinhg unwgywd pwpdp npwlh, wnwug dwjpwywu
YU(3-h hGin wnunnndwdp wywnnh LIS udnh wdpnng Eygndp
ubipytUwynpdwt wpryniupnd pwgwhwjnyby £ ywengbu dhwunwyGninhnwhu
wnwppbpwy hwjnup gbunwd: Swppbpwyp wnyw E dhwju upupbiqwd
htitnwnwné (reverse) onpwutiph ypw, gwdnp dwdynypny (coverage),
wnwybijwagnyup 10x ubipyGuwynpdwu funpnigjwdp (depth), huy VAF-p
Ywqdnu £ 50%: huswhuhu wbwp £ |hup dninbignudp wndjw) wwpwgugnid:

U- Cwuwnwinb) mwppbpwyh wnlwniejnitup opening phpwfuwihu
pGumwynpdwdp (op. Ukugbph ubipyGuwynpnd), dhwdwdwuwy ybpwuw)by
wuwhinhy b Yauuwhubnpdwnhy nydjwiubpp

P- Cwnnpnb| npwbu hunwly npwywu wpryniup' hwdwdwju ACMG
swihnpnghsutiph

G- Uudhowwbiu hwdwpb npwtiu 4tnd npwlwu wpryniup Yud wpnbdwlyn L
pwguwnti| htitmwaqw hwnnpnnudp Yuwd ybipindnudp

- Uuhpwdbipw sk Jbipnwdt| pwpunbquynpdwt (mapping) Ywd hwdwnpdwu
(alignment) ufuw(ubpp huwpwynp wulinngbuwhu hunbipdtiptiughwih Yuwd GC-
hwpniuwn nbnwdwubiph ywpwguwynd

413. Dup(15)(926.3926.3) wntipdhuw] dhypnnniyhughwiny tiptifuwh
dunnutiphg utyh dnuin pwgwhwjunytii E ppndnundwjhtu Yunnigwédpwjhu
thnthnfunipjwu Ypbihniegyniu: huswhup™u Yupnn £ (hub) hnhnygjwu nbwpnud
wwwagw wwnh dnun wyulwiynn Yuwphninhwtiph hwpwpbpwygnieiniup:

U- 100% unpdw) Ywphnunhuw,

P-25% unpdw| Ywphnunhw, 25% hwjwuwlyonjwsd Yuwnnigwdpwjhu
Ywphnunhw, 50% ng-hwwuwyonjwsd Ywnnigwdpwihtu Yuphnunhwbin
nnwyihhughuwyny b ntitghuwny

%-100% hwywuwyonywd Yunnigwdpwjht Yuwphnuinhw.



+ 10% unpdw| Ywpphnunpw, 50% hwyjwuwyonwsd Yuwnnigwdpwjhu
Ywphnunhiy, 40% ns-hwywuwyonwd Yunnigwdpwihu Yuwphninhwtbip
nnuwyhhughuwny b ntitghuwny

414, 2wpqugdwt hwwwnnud ntutignn tipbfuwh dnin ppndnundwjht microarray
hGwnwgnunieiniup gnyg E wwihu gbundwjht ujnieh Ynpnwn 4-pn
ppndnundnud’ gkundwjhu 4,500,000-hg dphusl 6,200,000 unwyinunhnwjhu
nhppbpp (GRCh38 hwywpwlwqd): Nnu k wyu wprynituph hwdwp
twhuwwnbugwd ISCN wujwuwywnpgdwu 6hon nmwppbpwyp:

U- arrfGRCh38] 4p16.3(4500000_6200000)x1

P- arr[GRCh38] 4p16.3(4,500,000-6,200,000)x1

G- arr[GRCh38] 4p16.3(4500000_6200000)x3

- arr[GRCh38] 4:4,500,000-6,200,000x1

415. ndnundwjhu microarray htinwgnuniejwu wpryniupu k' arrfGRCh38]
7q11.23(73330000_74730000)x3: h"us Yhuphlwywu hpwypdwy Yuwd
Ywnnigwdpwjhu thnthnfunientt £ wpwnwgnind wju pwgwhwjwnndp:

U- Yhpwduh hwdwfunwuhoh htwn Yuwywd dhypnnbitighw:

P- Uhypnnniyhywghw dhywdu-Pnptup hwdwfunwuhoh hwnywdniy:
G- Cwyjwuwpwyrnwsé huytipupw 7-pn ppndnundh Gpywp pUh Yypw:

- Unqwhly dnunundhw 7 nuypwdnidh udnipnid:

416. Mpwnbip-4hihp hwdwfunwuhoh Yuulywdény pnidwnnih ppndnundwjhu
microarray htunwgnunypjwt wpryniupt ' arr[GRCh38]
15q11.2913.1(22700000_28500000)x2 hmz: huswb’u dGluwpwub| «<x2 hmz»
Uowgnpntdp:

U- Mpwnbp-vdhihh hwdwp Yphinhjwywu hwndwsdh hndnghgnun
dhynnntitighu:

P- 15-pn ppndnundh dwutwygnigjwdp hwjwuwpwyonjwd npwuuinywghw:
Q- <ndnghgnuinipjwtu hwndwd (ROH)' wnwug wwwnbkuubph pyh
thnthnfuniejw, npp fupun Jywynd £ dhwynndwup dunnulwu nhundhwih
(UPD. dwuhu:

T oy hlwghw, npp hwugbgunid £ nyjw hwndwsdh punhwunip wndwdp
snpu ophtwlubph wnywjnyejwun:

417. Lpndnundwihu microarray wynpndhip Uunpwduh dnw gnyg Lt wnwihu Gpynt
wuhwjwuwpwznnieniu' 5p ppndnundwihtu hwndwsdh nbpdhuw nbitighw



10g ppndnundwjhtu hwwnywsdh nbpdhtuw) nnwwyhlwghw: ISCN-h unwunwpun
ninbignygubiph hwdwdwju' unnpl upwdubiphg n"npu | ubpyuwywgunid Gpyne
wnwppbpwyubph uywpwgpdwu 6hon duwswihp:

U- arr[GRCh38] 5p15.33(0_12000000)x1;
10g26.13(121000000_134000000)x2~3

P- arr[GRCh38] 5p15.33(0_12000000)x1; 10g26.13(121000000_134000000)x3
Q- arr[GRCh38] 5p15.33(0_12000000)x1 + 10926.13(121000000_134000000)x3
- arr[GRCh38] t(5;10)(p15.33;926.13)x1x3

418. Pnidwnniu hwunhuwuntd £ hwjwuwpwyonwé nbghwpny
npwunughwih' 46,XX,t(2;5)(q21;931)-h Ypnn, husp hwuwnwnyby §
uinwunwnpw G-banding Ywphnuinhwwynpdwdp: Gpb win pnidwnnith FLIG-U
htinwgnunyh unwunwpun, ng wynihdnpd ojhgnunwytinnpnwiptu array-CGH
dbennny, www n"pu k (hubnt ppndnundwjhu microarray ytipnidnigjwu
wntinnund ppndnundwjht uywpwghpp:

U- arr[GRCh38] 2g21(x1),5931(x3)

P- arr[GRCh38] t(2;5)(g21;931)x2

Q- arr[GRCh38] 2g21(x1),5q31(x1)

- arr[GRCh38] (1-22)x2

419. Upjwu YUI3 udniph ppndnundwjhu microarray ytp|nidniypniup hgulwu
utinh pnidwnnth dnuin pwgwhwyinnid £ X ppndnundh dnquihy Ynpniuwn: log2
hwpwpbpwygnieiniup yywjnid £ wju dwuhtu, np pohoutiph dninwynpwwbu
40%-u nwup X-dnunundhw, huly 60%-p unpdwy £: N°pu k ISCN-h
wujwuwywnpgdwu 6hon Sbwswihp' dnquhynipjuu Jepwpbnjw) wyu
wpryntupp UEpYwywgubnt hwdwp:

U- arrfGRCh38] Xp22.33928(1_156000000)x1[0.4]

P- arr[GRCh38] Xp22.33q28(240000_155000000)x1.4

G- arr[GRCh38] Xp22.33q28(240000_155000000)x1[40%]

- arr[GRCh38] Xp22.33q28(240000_155000000)x1~2

420. Npnawyh hwdwlunwuhohtu punpng hwnlwuhoutipny nnwdwpnnt
ppndnundwjhtu microarray hinmwagnunniejwu wpryntupu £ arr[GRCh38]
Xp22.33q28(240000_155700000)x2, Yp11.2q11.23(2780000_26600000)x1:
huswhuph™u £ winwdwpnnt ubnwywu ppndnundubph hwdwpwlwqgdp:

u- XY

P- XXY



G- XYY
- XX

421. UpwYwu ubinh wwnnh wébkgwd wduhnunhly pohoutipnid
Ywphnunhwwynpdwdp pwgwhwjndb £ 5-pn ppndnundh Yupd nwhp nbbghw'’
hGunwgnunywsd pninp denmwdwqubpnid: buswhuph™u whwp k (hup
poowqbutinhjuwywu ywwnwufuwund Ywphnnhwh ISCN tpwanpnidp.

U- 46,XY,dup(5p)

P- 46,XY,del(5q)

G- 46,XY,del(5p)

- 46,XX,del(5p)

422. hqulwu ubinh yunnh wékgywd wduhnwnhy pohoubinnid
Ywphnunhwwynpdwdp pwgwhwjngt £ 13-pn U 14-pn ppndnundubiph Gplwin
nwbiph dhwanynud' hunwy q10 fuqiwu hwndwdubpny, huy Ywpd nwbpp'
pwgwlwynd Gu: huswhuh™u whwp k (huh poowgbubinhluwywu
wwwnwufuwunwd Yuphninhwh 6howin ISCN tpwagpnidp.

U- 45,XX,rob(13;14)(q10;910)

P- 46,XX,rob(13;14)(q10;q10)

Q- 45,XX,del(13;14)(q10;q10)

T 45,XX,t(13;14)(q10;q10)

423. hquwu ubinh wwinh wikgywd wduhnunply pohoutinnid
Ywphnunhwwynpdwdp pwgwhwyndb E pugnighs 21pn ppndnund’
nwunwuwuhpywd 50 pohoubinhg 20%-nwd: huswhuph™u wbwp £ |hup
poowaqbutiinhjuwywu wwwnwufuwund Ywphninhwh 6hawn ISCN tgwgnpnidp.
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]

- dup 46,XX[40]/47,XX,+21[10]

424, Pnidwnnth dnwn HGVS upwgpnidu £ NM_000059.4:¢.5932G>T
(p-Glu1978*): huy £ ugwuwynid wuwnnwiuhy (*) upwup uwyhunwynigwhu
duwlwpnwyh wujwuwlwpgnid:

U- Swppbipwyp unp hwjnmuwpbpdwsd thnthnfunie)nit &, npp pwgwlwynid £
gnomAD-nwU:

P- Ynnnup hnhnfudb £ Ynnwynpbing wuhwjn Yud ny dhwndbp wdhuwppent:



Q- Swppbpwyp wbnwlywywsd £ Snudbnpphjugdw fuhun wwhwywunnwywu
nbnwdwuntd:
T Unwowght £ wnnpwuuywghwjh wjwnpwh (unnw) Ynnnu:

425. Cwnnpnynud £ dh tnwppbpwyh dwupt'® ogunwgnpdting HGVS-h tpynt
wnwppbp Ynnpnhuwwnubp® NC_000017.11:2.43045678G>C L
NM_000249.4:¢.123G>C: N"pu k hpduwywu wnwppbpnieyniup g. b c.
Uwluwdwugubipnh dhol:

U- g.-u gnyg £ wwihu ubnwlwu pohoubinh (qGpdhtw)) wwppbpwyp, dhusnbin
c.-u gnyg £ wwjhu pwngytinh htivn juwwywd undwwinhy tnwppbipwyp:

P- g.-u hnnud £ Yuuwnwpnid ppndnundwihtu gGundwiht ninhn
hwonpnwlwuniejwup, dhusntin c.-u hnnud £ Yuwmwpnd Vula-h Yynnwynpnn
hwwnywdh Ywd hHUI3-h nmpwuuyphwnh hwonprnwywunipjwp:

Q- g.-u gnyg k£ nnwihu niuyghwjh dbnppbipdwdp (gain-of-function) punpnaynn
wnwppbpwy, dhusntin c.-u gnyg £ wnwhu fjuhun wwhwwunnwywu
(Ynuubpywwnpy) hwuinydwé:

V- g.-u ubpywywgunid £ ynwniywghnu punhwunip hwbwluwlwunie)niup,
dhusnbin c.-u ubipywjwgund £ Yihupyuwu bpwuwynieiniup:

426. Yhuwnngq dhppngh hwdwp bwfuwwnbujwd NGS hGunwgnunnie)niup
hwjinuwpbipnid £ NM_000492.4:¢.1521_1523del (p.Phe508del) tnwppbipwyp:
LYwnnigwdpwjhtu Ywd mpwuuywghnu h"us wgnbgnieiniu £ ufwpwgpnud wyu
Yynuypbwn wujwuwlwpgnp:

U- ULy uniyininhnh nbitighw, npp hwugbgunid £ pupbpgdwu spowuwyh
wudhowlwu nbnwowndh b Junwdwdybwn unnw-Ynnnuh wnwowgdwu:

P- Epbip hwonpnwlwu unytninhnubiph nbitghw' pupbngdwu spowuwyh
wwhwwudwdp (in-frame), npp hwugbigunud £ $Gupjwjwuhuh dbYy duwgnpnh
Ynpuwnh:

G- 10-pn Eygnuh wdpnnowywu nbtghw, npu wdpnnonipjwdp YybGpwgunwd L
CFTR-h $nwuyghwu:

- funpp hunpnuwhu nbitighw, npp thnthnfunud £ uwwjuhugh pwpudwsd
(Unhwwnhy) ntinuidwup:

427. NGS ptunh wwunwuluwunw BRCAT gbunud puwgwhwjnywd L
NM_007294.4:c.4185+2T>G wwppbpwyp: Npnb'n £ ynuypbn nbnulwdwsd
dty unyinnpnh wyu thnfuwphunidp:

U- Ynnwynpnn Eygnup ytpohg tpynt untyinnnhn nbwh ywp (downstream)



P- huwnpnuh ulgphg Gpynt unwyininpn nbwh ybip (upstream):

Q- Mpndnunnpuwihtu hwnydwdnd' mpwuugwghwh dyuwpyp Yenphg ninpn 4185
hhdpwjhu qnyg htGnwynpnipjwu Ypw:

Yt Cwuniu pFLIG-h wnihwnbuhjwgdwu wnsh hwnywdnid:

428. Yhupywlwu Eygndh hbunwgnwuinieniup wwihu § hGnlyw) wpnyniupp’
NM_000314.8:c.94_96dup (p.Glu32dup): N°p wunndu £ 6hown wju tnwppbpwyh
YGpuwpbipjuwy:

U- PTEN gbuu wdpnnonipjwdp tnwunbd Ypyuwwwunyyt| £ ppndnundp ypw:
P- Uuhwywn hwonpnwlwuniejwu ubpnpnidp fjuwfuwnb) £ 32-pn Ynnwynpnn
hwwnywdn:

4~ Sqjwy gbup Ynnwynpnn hwonpnwlwunigjwu 94-hg 96-pn nhppbpnw
gwuynn tpbip unyinunhnubpp Ypluwwwnyyb) Gu' uyhwnwynighu
wybjwgubiny giniwnwdhuwpepyh Gpypnpn duwgnpnt wnwug puebpgdwu
opowuwyp thnthnfudwu:

T Stiuh uwyhwnwyniguiht Epuwptiuhwh dwlwpnwyp Ypluwwwnyds b
wpndnunph ywwébuubph pyh wybjugdwu htnbwupny:

429. MSH2 gbtuntd hwynuwpbpyb) E NGS-h wpryntup’ NM_000251.3:¢.942delA
(p.Asn314Thrfs*12): huswb"u wtwp k dGluwpwub) fs*12 tpwgpnuip:

U- Habighwt wnwowgunid k pupbpgdwu opowtwlh mbnwownd (frameshift)'
uuwsd 314-pn wdhuwpepyhg U puptingdwu unp opswtwyhg hwoywd 12-pn
Ynnnup hwunhuwunwd £ Junwdwd unnw-Ynnnu:

P- 314-pn Ynnnuph hwindwdnwd Ynwnwlyywsd Gu wnbuhup 12 wnwudhu
nbGghwutp:

G- Unwnwghwt hwugbigunud £ dhwényynn uyhunwynigh wnwowgdwup, npp
thown 12 Yhinnwnnuny wytiih dtsé £ unpdw) uwyhwwynighg:

“+ Swppbpwyp pwpnpwy k, pwuh np wju pwg t pnnunwd 12 ng bwlwu
wdhUwpeNL:

430. dwnwuqwlwu pwngytinh gbiutiph wwubip TP53 gbiuntd hwjmuwpbipnid
dby unwyinnpnwiht thnhnfunieinit’ NM_000546.6:¢.818G>A (p.Arg273His):
Lhwnlyw| wunnwiubphg n"pu | 6hon uwpwgpnud wyu nwppbpwyp.

U- Uw untiubtu  dniinwghw k, npp hwugbigunwd £ pS3 uwyhwnwynigh upupbgh
Junwdwd punhwuwndwup:



P- Uw dhuubuu dnunwghw &, nph nbiwpnd Ynnwynpnn Yula-h 818-pn
nhppnwd gniwupup thnfuwphuynud £ wnbuhunyd' wpghupup 46pwdting
hhuwnhnhuh:

G- Uw upunupd wvnwppbipwy k, npp wwhwwuntd £ wild-type wpghupu
wdhUwppEnLU:

- Uw pupbpgdwu 2powuwyh wnbnwownpdny nintlgynn dninwghw £, npp
wnbinh £ niuGunud huwnpnup uwhdwunid:

431. NGS-h vnwppbpwyhu hnbijhu Yuu 2 hnuyuwywlygdws nnnbp’
NM_004006.3:c.32G>A L NP_003997.1:p.Gly11Asp: h"us Ytuuwpwuwlwu
dhwynpubiph Gu yGpwptipnud NM_ U NP_ bwjuwdwugubipp:

U- NM_-p dbpwpbpnud £ ng Yuunuply mpwuuyphwunhu, huy NP_-p' wwengtu
Glphu:

- NM_-p ytipwpbipnud £ hwunttu dMtLIG impwuuyphwnh Ennwinuwhu
wnwppbpwyhu, huy NP_-p* hwdwwwwnwufuwt uyhwnwynigwihu
hwonpnwlwuntpjwu Eunnwnuwjht nmwppbpwypu:

Q- NM_-p ubpyuywgunud £ Ynphquihtu dnunwghw, huy NP_-p* wynihdnp$
wmwppbipwy:

Y- NM_-u ogunwgnpdynd £ nmnwidwpn pnidwnnwubph, huy NP_-p* Yhu
pnidwnniubiph nGwpny:

432. NGS wuwihqp gnyg t wiwjhu hbnlyw| nmwppbpwyp’
NM_000141.5:¢.215_217delinsGG (p.Arg72Glyfs*5): huswb’u t uwhdwuynid wju
Ywnnigywdpwjhu nwup:

U- Uhypnnnwwyhlwghw, npp ubipdndnid £ ghghuh Ynnwynpdwu bGpbp
untyGnuinpn:

P- hudtipuhw, npp 2pontd | Ynnwynpnn Gptip qnyq hhdptin:

Q- Gpbip unyninhnh thnfuwphunid Gpyne |hnyhtu tnwpptip uniyininhnubpny
(GG)" wnwywgubiny pupebpgdwu opowuwyh nbnwownd:

- Funonp ppndnundwiht npwuuinwughw, npp hwjwnuwpbpyt) £ gnyg
ownptipny pupbpgnwiutiph (paired-end reads) dhongny:

433. Array-CGH dbipnnp 8p23.3 ppndnundwjht nnbnwdwuntd hwjnuwpbpnd £
40 Kb nnnwdwuh oppuwlyutiph pyh wybjugnid dqwpooh nnunp hwunhuwgnn
wnnn9 Yung dnwn: SEundwjhu mwppbpwyubph wyjwutph pwquih (DGV)
uinnwgndp gnyg £ innwihu, np unyuwlwu wyu thnhnfunyentup wnfw £ wnnng



punhwunip wnwniywghwih wybh pwu 15%-h dnwin: N°pu £ wyu wprynituph
hwdwp wnwyb) wmbnhu Yihuphywlwu nwuwlwpgnidp:

U- Mwpengbu

P- Cwjwuwpwp wwengbu

G- Uunpn2 bpwtwynipjwl tnwppbipwy

b Pwpnpuwly’ wwwindtuutiph pdh tinthnfuniginiu (wnihinpdhad)

434. Swppbpwyh ybipndnypjwu pupwgpnid dhtiinwnpnihdbpwunpy
ubinywuaghwubiph hGnwgnundwu wywubind hwjnuwpbingt) £ JAK2 gbup
c.1849G>T (p.Val617Phe) mwpptpwyp: Swpptipwyu niuh 1000x puetipgdwu
punhwunip funpnyeiniu b 8% wibjwihu hwéwfuwywuniegniu (VAF): hus | uw
Upwuwynid:

U- Swppbpwyp hndnghgnun gbpdhuw| dnunwghw E' ubpybuwydnpdwu gusdp
dwdynypny:

P- Swppbpwyp, wdtuwju hwjwuwywuntejwdp, gudp dJwywpnwyh undwwnhly
Gupwlnuwjht dnuwnwghw Ywd dnquhy tplnye k, npp hwuwmwunynud
pupbipngdwu pwndp funpniejwdp:

G- Ldnwu ntuh qquih wnunnunywdnieiniu, pwuh np witijwhu
hwwuwywunipntup wbiwp £ dhown |huh 50% Yuwd 100%:

- LGwnwgnunngeinwup wknp £ yplyub, pwuh np 50%-hg gwop VAF-p yywynwd k
ubipytuwynpdwt nbjuuhlwlywu wpnbEdwlynph dwuhu:

435. UniyGninhnwjhtu wnbnwwindp, npp wnwsy £ pbpnd Juwnwdwdybin
uinnw-Ynnnu, hptiuhg ubplwgunid £

U- Uhuubuu wnwppbipwy

P- Uhunuphd nnwppbipwy

4- Unuubitu tnwppbipwy

t- hunpnuwjhtu nmwppbpwy

436. N°n thnhnfunieyntut wdbuwju hwwuwlywunigjwdp Yhwugbgup
pupbtingdwu 2powuwyh wbnwowndh (frameshift):

U- 1 wdhuwpent Ynnwynpnn 3 unwytninhnh tnwuntd nnuyhlwghw
P- 2 wdhtwpeent Ynnwynpnn 2 Ynnnuubiph nbjtighw

G- 1 unwyGnuinhnh huubipghw

- 1 unwyGnuinpnh nbnwywnud dey wy| unyinnpnny

437. Uty unyinnhnh wbnwlwinwp dey wy unyinnphnny Yngynid £



U- Uhwunyinihnwjpht (YGunwjht) wnwppGpwy (SNV)
P- huubtipghw

S- hudbipupw

t- Cupbipgdwt 2powuwyh nbinwownd (frameshift)

438. Stutiinmhlwlwu wmwppbpwyp, npp thnfunid £ Ynnnup, uwwju sh thnfunid
wdhUwpentu, Ynsynwd k

U- Uhuubitu (missense) tnwppbipwy

P- Lnuubuu (nonsense) nmwppbipwy

&~ Uhunupd (synonymous) tnwppbipwy

- Cupbipgdwu opowuwyh nbnwowndny (frameshift) mwppbpwy

439. GGutnhywlywu wmwpptpwyp, npp ubpdnidnd £ Junwdwdybin
nwnwnpbgdwu Ynnnu (stop codon), Ynsynid k

U- ) Gghw

P- Lnuubuu (nonsense)

Q- huwnpnuwghu

- Uphunupd

440. N°pu £ Eygnunud hwjinuwpbpdwd upunupd nwppbpwyh $niuyghnuwg
hGunlwupn:

U- Uju thnfunid £ uyhwnwynigh wdhtuwerywiht hwonpnulwunte)niup:

P- Uu wnwowgunud £ wudhowlwu Junwdwdybn unnw-Ynnnu:

% Uju ywhwwunud £ wdhuwppywihu hwonpnwlwuniypiniup, uwlwju Gpptdu
Ywpnn £ wqnb| uthjwjuhugh Ywd pFule-h Yuyntunypjwu Ypw:

- Wu Ywufund £ wdpnng nyntuh inpwuuyphwghw:

441. N"pu § hhdwun Gpbluwgh dnun hwynuwpbpdws de novo dnuwnwighwyh
Yihupywywu vwhdwunwip:

U- <ndnghgnwn dunnhg wudhowlwunpbtt dwnwugqywd dnwnwghw:

P- Unwwnwghw, npu hupuwpbipwpwp wnwowgt £ dunnh ubnwlwu poontd Yuwd
ghgnunh qupgwgdwu wn thnynid:

G- Ununwghw, npu wdpnnonipjwdp wywjdwuwynpywsd £ duunhg htivn
onpswlw dhowywiph dninwqgbtuutiph wgnbignipjwdp:

+- Ununwghw, npp hwynuwpbpynw £ dhwju pwngytinuiht undwwunhly
pohoutipnid:



442. Pnidwnnth dnuin pwugwhwjinyud b hhuunnigjwt hbn wungugywd qbup
unuubiuu lmwpptipwyp (gnomAD_Genome hwwfuwlwunipiniup 0.04) sh
uywpwapyb) gpuywunyejwi b wd nyjw| hwdwunwuhony pnidwnniubiph
dnwn: Uu nbinwywyjws k£ qbiuh ytipghu LYygnuntd, sniuh niuyghnuw
wqntignieiniu U sh Gupwpyynid unuubuu-dhounpnwynpywé pwjpwjdwu
(nonsense-mediated decay): Uwwju unyu qbup wy] mmbnwdwubiph unuubiuu
nwppbpwyubp hwunhuwun Gu ndjw hhjwunnipyut wwwéwn: N°pu k
wnyjw| unuubuu nmwppbpwyh wdtuhg hwjwuwywu ACMG nwuwlwpgnidp:
U- Mwpngbu

P- Cwjwuwlwu wwengbu

G- Uunpnp bpwuwynipjwu (VUS)

- Pwpnpwy Ywd hwywuwlwu pwpnpwy

443. Uyhwnwynig-Ynnwynpnn qbliuh tygnuutiphg dbyh uwfuwytipohu
untyinnnpnh thnthnfunieiniup hwugbigunid Lk silent imwpptipwyh: Cuwn
uwwjuhugp-Ywufuwwnbiunn in silico gquwhwwndwu dbpnnubph wju wgnnud §
MFUl3-h uwwyuhugh wpngbiup ypw, uwlwju $niuyghnuw| hitnwgnunniejwu
wpryntupubpp pwgwlwinud Gu: N°pu £ ndjwy silent mwppbipwyh wdkiuhg
hwwuwlywu ACMG nwuwlwpgnidp:

U- Mwpngbu

P- Uunpn2 bpwuwynipjwu (VUS)

Q- Pwpnpuwy

- Cwjwuwlwu pwpnpwy

444. SEubinhjwywu pbuwnp hwjnuwpbpnud £ wunpng tpwlwynipjwu
wnwppbpwy (VUS): hus | uw Upwtwynud:

U- Swppbpwyp ntuh pwpép ynwniywghnt hwéwfuwlwunieginiu b sh
uywpwapyb) nmyjw hwdwfunmwuhony pnidwnniubph dnn

P- Swppbpwyp silent dhwuntyininhnwihu ginthnfuniegniu £ hinne Eygnup 5" L
3" dwjnbiphg

G- Unlw ndjwiubpp pwdwpwp s6U wju dhwupwuwynpbu npwybiu ywengbiu
Ywd pwpnpwly nwuwlwngbiint hwdwnp

- Swppbpwyh wibwiht hwéwjuwlwunyeiniup (VAF) hGiinwgnunwd Tuld
udniynud Yuqgdnid £ wybih phs pwu 3%



445. dwnwugwlwu hwdwfunwuhoh hwdwp Ywnwuluwuwwnne gliup
Eygnuwjhtu hwonpnwywuniejwu dbg pwgwhwjinyti £ dhwuntyininhnwjhu
wnwnptipwly: Uju sh upnn |hub)

U- Uhunupd (synonymous) tnwppbtipwy uwjjwju-dhwgdwu (splice-junction)
nbinwdwuntd

P- Uhuubuu (missense) tnwnppbpwy, npp wwengbu §

4~ Unuubuu (nonsense) nmwppbpwly, npp VUS |

- Cupbipgdwu opowuwyh nbnwowndny (frameshift) mwppbpwy

446. Cwwn hwgwnbiy hwunhwnn W pwpép ybubnpwuwnniejwdp
dwnwugwlwu hhjwunnipjwu htn wungugywsd qbund pwgwhwjnygws L
wnwppbpwly, npp gnomAD_Genome wnwniywghnt wnjjwiutinh pwquwjnwd niup
hwdtdwwnwpwp pwpép hwbwhuwywunie)niu: Uw thwuwnwpy L

U- wmwppbpwyh ny ywpengbiu [hubnt dwuhu

P- nmwppbpwyh Wwpengbt / hwjwuwlywu wwengbu dwuhu

S- huwpwynp dnquhy Yupqwyhbwynw hwunhwydwu dwuhu

+- hpwunnigjwu wnunnund-nndhtwuwm dwnwugdwt Gnwuwyh dwupu

447. dwnwuqwywu hhjwunnyejwu htim wunguwgywsd gbipdhtuw| wppbpwyp
pwgwhuwjwnyti| £ puinnwuhph hpjwun dh pwuh wunwdubiph dnun b pwgwwjnwd
E wnnn9 wggqulwuutiph dnwn: Uju wnbintyniejntup Ywpnn £ ogunwlwp hub
hhduwynptint

U- Ubkigptiqughnu gtpnwdnipjudp nmwpptpwyh hwjwltwlwu wywengbu
punypp

P- Unwgywd wryntupubiph yGpwpunwnpdwu wuhpwdbounnieiniup day wy
gbubinhywlwu oppning dtpnnny

G- Unwgywéd wrynwtupubiph yGpwpunwnpdwu wuhpwdbaunnieginiup punwuhph
wnnn9 wunwdubph dnwn dbY wy ghubinhywywu oppning dbennny

- Swppbpwyh hbwn onpwjwlgywsd dhypnuwntijhnubph dwnwugdwu
Jbpndnipyuu wuhpwdbounniginiup' nmwppbpwyp hwjwuwlwu wwengbu
punypep ywpqwpwubint hwdwp

448. Fhubinpywlwu nwppbpwyh vowgpdwu dby «c.»-u Yapwpbpnd £

U- £pndnundh (chromosome) hwdwphu

P- Ynnwynpnn (coding) FLIF-hwonpnwywunipjwt untynunhnh hwdwphu
Q- Swppbpwyph Yihupywywu nwuwlwpgdwup (clinical pathogenecity)

+ YUnnwynpnn Fule-hwonpnwlwuniejwu Ynnnuh (codon) hwdwphu



449. Pnidwnnth dnwn hwjntwpbpyb| b wunpng tpwuwynipjw nmwppbpwy
(VUS) hhjwunnipjwu hbwn Yuwdwd gbund: N°p wunnwu £ wnwyb wmbnhu:
U- VUS-p unynpwpwp swbwp L nhunnwnpyb npwtiu hhjwunnipjwu
gbubnpywlywu ywunbwn

P- VUS-p sh Ywpnn ytipwnwuwlwpgybi| npwybtiv wwengbu tnwppbipwy

Q- VUS-p Ywptih £ npnnwpyt; bwb hwjwuwlwu pwpnpuly tnwppbpwy

- VUS-p hwuwnwuwunnid £ wfunnpnonidp

450. Lwpnpwwninphwu hwjnuwpbpnud £ gipdhtw] ywengbu nwpptpwy,
uwlwju pnidwnnth $uninpwyp sh hwdwwwwnwufuwund npw hbun
wungwgywd hwdwfunwuhoh Yihuplulwu uupwagpphu: h"us wbwp £ hwoyh
wnub|:

U- Swppbpwyh deluwpwundp, $Guninpwh htivn hwdwwwunwufuwunientup L
wwwnwhwlwu gbubnplulwt pwgwhwjndwt hwywuwywunientup

P- Swppbipwyh nhunwnpyndp pnidwnnih dnin npwytiu hwdwfuwnwuhoh
wwwnbwn

Q- Pnidwnnth dnunn |phy wEubGwnpwuwnnyejwdp bW yun npulinpynn
hhjwunnipjwt hwjwlwlwunyeiniup

- Pnidwnnth dnuin gbipdhtw] ywengbu nwpptipwyh de novo dwagnidp

451. Mnwniywghnu wnyjwiubph pwquubpnd pugwlwynn wwppbpwyp'
U- dhwupwuwy hwdwpynud £ ywpengbu

P- Ywpnn £ wpwdwnpb npnpwyh wwwgnygutip, uwlwju hupupt
wwengbuntejwu wwwgnyg sk

G- dhwupwuwly hwdwpynid £ pwpnpwy

- Gupwlw sk hwnnpndwu

452, Fubnplwlywu wwppbpwyp punpnaynud  nputiu’

U- YULI3-h hwonpnwlwuniejwu guwuljugwd wmwppbpnypintu Fula-h
nbdbtiptiuu hwonpnwywuntejwu hwdbtdwwn

P- Uhwju hhjwunniejntt wnweowgunn dntinwghw

Q- Uhwju ppndnundwjht wundwihw

+ Uwyhwnwynigh hgndl Ynnwynpnn uld- hwonpnwlwunyentu



453. Ny |phy whubunpwuwnniejwdp dh pwuh unwyGninphnwihtu nbitighwh
wwpengbu gtubunpjuwlwu nmwppbpwyp

U- 2niuh $niuyghnuw| tpwuwynip)niu

P- Ywwywsd £ hpjwunnigjwt wnwowgdwu htiwn

G- Upwju hwunhwynu | wndjw) wweninghwiny wiunnpnawéd pnidwnniubiph
dnwn D. <uwpwynp sk hwjntwptipt] UGugbph ubpyGuwynpdwu dhongny

454. <ndnghgnwn gbununhwh nbwpnd wuhwwnh dnn Yupnn GU pugwhwjnyb)
U- wnyjw gbubinpluwlwu nynwp Gpyne b wyb| hnGunhy wibutn

P- nyjw| gbubiimhyuywu (nynwuh dhwju Gpynt tnwppbip witutn

G- njjw) ghubinpyulwt |nynwh dhwyu Gpyne pnunhy wikutn

T njw) qgubinpyuywt nynwuh Gpyne bW wybp tnwppbip wibGubn

455. Upunupd wwppbpwyp’

U- Unwg sh ptipnwd wdhtwereyh thnthnfuniejntu

P- Ywpnn k |hub] wwengbu, tpp wnbnwlw)yws £ tygnup uyqpnd Yuwd
Jbponud' uwhdwuwlyhg hunpnupu

G- <hduwlwunw nwuwywngynid £ VUS nwppbpuy

- Uhown thnfunud £ puptipgdwu oppwuwyp

456. UhuubUu (missense) nmwpptpwyp thnfunud .

U- d&Y wdhtwpereyh Ynnwynpnidp dbYy wj; wdhtwpepyny
P- YUl3-u' hMFLl3-h

Q- Qbund’ Ynnnuubiph 6han pwuwyp

- 2pndnundubiph punhwunp pwuwyp

457. Unuubiuu lmwppbipwyp unynpwpwnp hwugbgunid

U- YUnnwynpynn uyhwmwynignid wdhtwprywiht unpdw| hwonpnwywuntejwu
P- Ujnbipuwwhy uwyjwyuhugh

- Spwuuyphwghuwh whnhjwgdw

- Jwnwdwd stop-ynnnup

458. Mnwniywghnu ghubiinhywlwu nyjwubph pwqwubpp Ywpnn Gu
oguwlwn [hub, pwup np'

U- Mnwntywghntu hwowfuwlwuniejntup Ywpnn £ wwywgnygubp tnpwdwnpb
gbubunhywlwu wmwppbpwyubph dEluwpwudwu hwdwp



P- Tpwup dhoin hwuwnwunnid Gu gEuGunpluwlwu wwppbpwyp
wwpngbunyeiniup

Y- Hpwup thnfuwppunid Bu Yihuhlwlwu nbntwwnyniejwun

- pwup ninnyhnpbu quwhwunnud Gu gEubnhywlywu wnwppbpwyubph
wanbgnieniup uwhwnwlynigh pniulghwih Ynw

459. Unnngo wnwntywghwnd mwpwdywsd qbubunhlwlwu nmwpptpwyp, npp
hwwhwywunipntut wuhwdwwnbinth £ hwgyunbw hwunhwnn W pwpép
wGubwnpwuwnnieiniu niutignn hpjwunnyejwu htwn, Ywnpnn £ yyw)t hGnlywih
dwuhu.

U- Pwpnpwl punyp

P- Mwpengbunteiniu

S- GGubiinmhjuywu onpwjwygdwt wuhwywuwpwlyonnieiniu

- Unquhghqu

460. Undwuwnply nmwppbpwlubpt wnwowunid Gu'

U- Uuhwuwnp Ywuph pupwgpntd’ poowihtu npnawyh gétipnud
P- Uhwju dunnubiph dnwn' dbjngh pupwgpntd

Q- Uhwju Ynphquwyhu gbiundnid

“+ Uhwju dhninpnunphwy FLIS-nwd

461. ACMG nwuwlwpgdwu upqwsd swihnpnohsubiphg Npn“up Gu quwhwwnwd
wnwppbpwyh pwgwnwwbiv Wwengbu, wj ns pwpnpwy punypep:

U- PVS1, PS1, PS2

P- PP3, PP1, BP7

Q- PM1, PP1, BS4

- PP5, BP5, BS2

462. <bnlyw| wunnwiubphg n"pu § jwwgnyuu hwdwwwunwuluwunid
gbubnpywlwu nwpptipwyubiph Gpindnipjwup

U- Cwjinuwpbipwé pninp vnwppbipwyubipp wbwp £ ubipwnytiv hhuunnipjwu
Ytipouwlwu Ggpwwgniejwu vty wulwiu hhwunnigjwu Yhuhlwlwu
npulnpnudubinhg

P- Gtundnid hwynuwpbpwé guwulwgwd niuyghwih Ynpuwnh (loss-of-
function) nmwppbpwyutipp wbwp £ wyunndwwn Yepwny ubpywjwgytu npwbiu
wwpngbu



G- Uunpnp bpwuwynipjwu nmwppbipwyutipp (VUS) undnpwpwp s6U ubpwnynid
wwwnwhwwu Ywd Gpypnpnwihtu hwjmuwpbpnwiutiph (incidental/secondary
findings) hwaybGwunynipniuutipnid

- Ufuinnpnohs gubunpyulywu igpuwlywgniejwu dbg unynpwpwn
ubplywjwgynid Gu dhwju wwengbu wmwppbpwyubipp

463. Swup dunwynp hGunwduwgniejwdp, gwdpwhwuwyniejwdp U w)| puwdhu
wpwwnubpny Gppnwuwpn Yput nwh hbnlyw) Yuphninhwp' 45,X/46,X,r(X):
Chnlyw| pwgwwnpniegniututiphg n"pu b wnwyb] hwjwuwlywu uupwgplwd
Yihuphywywu npubnpnudutiph hwdwp:

U- 46 ppndnund niuignn pohoubipnid, hwywuwpwp, Gpynt X ppndnundubipu |
wywhy Gu:

P- 46 ppndnund nwutignn pohoubtiph Uké dwuntd Ywd pninpnid unpdw X
ppnudnundp, hwywuwpwp, htwyunphywgyws :

G- Onwywal X ppndnundp, hwjwuwpwn, wgbunphy k£, husp pwgwunpnid
npw pwgwywnypintup 45,X pgowhu gonLu:

- 46 ppndnund niubignn pohoubinh dté dwunwd Ywd pninpnid onwwéal X
ppndnundp, hwjwuwpwp, huwynhywgyws k:

464. N"pu £ ghubinpywlwu phunwynpdwu epniswlwu ufuwp:

U- Upuw| wnwolwjhtu YEUuwujnyeh uinwgnidp

P- Gtiubunphywlywu uwppnid nbwyghnt ufuw] uipdnwwywsd wwjdwuubpp
G- Lwpnpwuinnp wfuwwnwupwihtu hwnywsdh ns wwwnawbd
Uwuwwwwnpwuwnnwp

- Pnidwnnihu wbintywgywd hwdwdwjuniejwu dwuht sinbinGlwgubip

465. N"nu & ghubinpywywu phunwynpdwu hbnybpnidwlwu ufuwp:
U- Uprynwupubiph ufuw thnfjuwugnidp

P- LI udniph ny pwjwpwp pwuwyp

Q- VYUl3-h ufuw| Lpunpwyghwu

T Qtubinphywlwu buwnh ujnebph utuw| whwbwwynpnd

466. Stubunhywlywu jwpnpwwnnphwjnw hwumnwnywd unwunwpun
ghpdwnuwlwu pupwgwlwngbph 2tinnwiubpp

U- Ywpnn Gu dwnwjb| npwtiu npwyh unnigdwt unwunwpun

P- 26U wgnnuw phunwynpdwu ypw



S- Ywpnn U wgnb| wpryniuputiph hwjwuwnhniypjwu ypw b wywhwueb)
ytipuwnnignid
- Ywpnn GU thnfuwppub) Gunh wuwhnpy Juybpwgdwup

467. Lwpnpwuwnnp gqtubwnpy pbunp ytpinidwlwu qqwjniunteginiup
ytpwptipnu £ pbuwnph htGnlyw| npwyhu.

U- B8hown unyuwwuwgub hpwlwu npwywu udnipubpp

P- Bhown Unyuwwuwgub] hpwlwu pwgwuwlwu udnipubipp

Q- Bhon unyuwywuwgub) Ytind npwlywu udnubpp

- Bihown Unyuwywuwgub) Yend pwgwuwlwu udnubipp

468. Lwpnpwwnnp gtubinpy pliunp ybpindwlwu uwybghdhynieniup
ytipwptpnud £ pbunp hGnlyw| npwyhu.

U- Bhouin unyuwlwuwgub| hpwlwu npwywu udnpubpp

P- Uwwhnybi| jwpnpwwnnp pbuwnh pwpép pnnniuwynieiniu

Q- Biogphwin unyuwlwuwgub| uwwwnwlwihu phpwtup' gbubnhywywu
wnunnywontejwl wwpwgw)jntd

Y- Bogphwin Uunyuwlwuwgub] dhwju bywwnwlwihtu phpwiup' wnwug ny
Jnipwhwwnntyy phpwfuubiph Ynndhg wnwewgnn funspunnwnubipp

469. Fhutimhjuwywu (wpnpwnnp pGuwnnwd npwlywu udnh hhduwywu
Uwywuwwlu k

U- Snyg ww|, np punwynpniudp wwywhnynid £ wlulywynn wpryntuph
utnwgntdp

P- Pwgwnb| gbubGnhlwlywu wnnnnnwp pGunwynpdwu pupwgpntd

&~ Uuhpwdbpnnigjwu ntwpnid Yhpwnb| d6Yy wy hwdwpdtip gGubinmhyuywu
phunh dwdwuwy' npwybu npwlwu udny

- Cwunwwnbi| gEunhlwlywu wmwppbpwyh punyep (wengbu, pwpnpwy, b
wy|u)

470. Lwfupwu unp dnjEynyuwihu-gbubnhyulwu hbwnwgnunnigywu ubpnpnwp’
lwpnpwwnnphwt whwnp £ uwhdwuph npw wouwnwupwiht hwdwwwwnwufuwu
puntewgnbipp: N"pu § npwughg bwywu:

U- dbpndwlwu dogpnnieiniu, pliunny pwgwhwjnynn nmwpptpwyutiph
wnwntywghnu hwwluwlwuniejniuutipp, pumnh uwytighdhynieiniu L
qgujntuntejnLu



P- Jdbpndwywt ogpnnipniu, piunny pwgwhwjnynn mwppbpwlutiph
wnwntjwghnu hwéwfuwwunieniutbpp, hwdwwwwnwuluwu
Gonnipintu/YGpwnpunwnpbiihnieginiu

G- Stuwlwu dogpwninipe)nit, ybpntdwywu woluwwnwupwiht punipwagntp,
Yypwpwnwnpbihnientu

T dbpnwwywu Gogpnneniu, Yybpindwlwt woluwwmwupwihtu puntewantin,
hwdwwwwnwufuwu dannientt/YyGpwpunwnnpbihnie)niu

471. Lojwdubphg np bgpnypu | wnwyb) 2gphin’ jwpnpwwnnp gbubunplywlwu
Ggpwywgnipjwt hwdwn:

U- «Pnidwnnth gGundh ny dh hwindwdnd wnlw sk ywpngbu nmwppbpwly»:
P- «Uu htitmnwgnunigjwdp pnidwnnth qgtundh hGnwgnunywd hwnywdutipnid
sh hwjnuwpbpytb) nput wwengbu/hwjwuwlwu wwengbl tnwppGpuy»:

G- «Pnidwnniu gbuinhynpbiu unpdwy b»:

V- «fdGunp pwgwnnud £ pnidwnnth dnuin nplk gbiubinphyulwu hhjwunniejwu
wnluwjnieinu Ywd qupgugdwu nhuly»:

472. SGubnhluwywu pliunp pwgwuwlwu wpnyniup gpwnnidp bpwtwynd E.
U- Pnidwnnth gbundp sh ywpniuwynud npluk gGubnphluwlywu wnwppbpwy

P- Pnidwnnit dhwbwuwy sniuh qhutinnhlwywu hhywunnieiniu

G- Pnidwnnth dnwn pliuwnh opowtiwlutipnud b uwhdwuwhwynwiubiph
wwjdwuubipnud ywpengbu nmwppbpwy sh hwynuwpbpyb

- Pnidwnnih dnin wdpnnonipjwdp pwgwnyb) b wnyjw| giubiimhywywu
hhjwunnipjwu whunnpnanwdp

473. Lwpnpwunnp qbubinnhjuywt Ggpwlwgnipniup wbiwp L uwpwapp
hwdwwwwnwufuwy'

U- (dtuwnh uwhdwuwthwynwiutipp

P- GGutnhywlywu wmwwppbpwyubph nwuwlwpgdwtu yepwpbpjw
jwpnpwunnphwih ubthwywu dEYuwpwunidp

G- Qhwunwunywsd whunnpnonidubipp

- Pnidwnnih Yihupywwt ywwnybphtu swnusynn gbubiimhywlywu
wmwppbpwyubpp, pwgwnniejwdp ACMG tpypnpnwjht pwgwhwjinnudutiph
gwuyh 84 gbubiph mwppbpwyubpp

474. MTwunwhwlwl pwgwhwjnnwiubpp



U- Uygpuwlwu htitnwgnunygjuu gnigdwt hbn uw sniubignn Yud
Gpypnpnwjht pwgwhwjwnnudubp Gu, npnup Wwpwwnhp wbiwp L
hpwwwpwyybu

P- Lwpnpwuwnnp phumnp phpwfuwihu hwndwsdhg nnipu’ target-off
pwgwhuwjinnidubip Gu

G- Uhpun wwpngbu wnwppbpwyubp Gu

+- UYyqplwwt hGunwgnunnijwt gnigdwu hbn Yuw sniuignn Ywd
Bpypnpnwiht pwgwhwjnnudubp Gu, npnup wbwnp £ hpwwwpwyytu, Geb
pwgwhwjunyti| Gu ACMG tGpypnpnwihu pwgwhwynniudutiph gwuyh 84 gkubpnw

475. Lwpnpwuwnnp qbubinhjuywt npwywt unnighsh udnp undnpwpwp
whinp k

U- Mwpniuwyh wyulywdnn phpwfu/wpnyniup gbiubnpyuywt tmwppbpwyp
P- Quuwpniuwyh wyuywynn phpwiu/wpryniup gbubnpluwlwu twppbpwyp
G- Quuwpnwwyh npluk ofhgnuntyininhnwhtu nbwagbuwn

- ®nfuwphup pnidwnnih udnipht

Uyqpuwnpynipubip’
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