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AN OVERVIEW

HOW YOU DNA
BECOMES A REPORT
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) RESULT CONTENTS

RESULT SUMMARY asdwan1snsoaNWWUSNSSUIAWI:UAnaVaJALU
HEREDITARY CANCER A WIFBIsalsAL:ISIRNENoANIWUSNSSY
HEREDITARY HEART DISEASE Ao WIFBUsalsAROTINNNENaANWWUSNSSY
FAMILY PLANNING [sARfNENEANIWUSNSSUINON1SIWILUASOUASD
RECOMMENDATION ATNluzUNa=vounun
SCIENCE BEHIND KaNNISNWINYIAENS
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RESULT SUMMARY
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Hereditary cancer
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RESULT SUMMARY

A dgodaIsARD dild1gNnaamMuWusSNSSL

Hereditary heart disease
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FAMILYPLANNING

navlsa Tuwuduwauni wuduaauni

Bloom syndrome °
Canavan disease

Citrullinemia type 1

Congenital disorder of glycosylation (PMM2-related)
Cystic fibrosis

Dihydrolipoamide dehydrogenase deficiency (DLD)
DMD-related dystrophinopathy

Familial dysautonomia

Familial hyperinsulinism (ABCC8-related)

Fanconi anemia type C

FKTN-related disorders (including Walker-Warburg syndrome)

Fragile X Syndrome
G6PD Deficiency (<}

Galactosemia

Gaucher disease (<}
Glycogen storage disease type la

Glycogen storage disease type Il (Pompe disease)
Krabbe disease

Maple syrup urine disease

Medium chain acyl-CoA dehydrogenase (MCAD) deficiency

Mucolipidosis type IV

Mucopolysaccharidosis type | (including Hurler, Hurler-Scheie, and Scheie
syndromes)

Nemaline myopathy 2

Neuronal ceroid-lipofuscinosis (CLN3-related)

Niemann-Pick disease type A/B

Nonsyndromic Hearing Loss & Deafness DFNB1

Pendred syndrome

Phenylalanine hydroxylase deficiency

Polycystic kidney disease (PKHD1-related)

Rhizomelic chondrodysplasia punctata type 1/Refsum disease (PEX7-related)
Smith-Lemli-Opitz syndrome

Spinal Muscular Atrophy

Tay-Sachs disease/hexosaminidase A deficiency

Thalassemia
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FAMILYPLANNING

navlsa

;’)IVIEM216—reIated disorders (including Joubert syndrome 2 and Meckel syndrome

Tyrosinemia type |

Usher syndrome type IF/PCDH15-related disorders
Usher syndrome type IIA/USH2A-related disorders
Usher syndrome type IlIA

Zellweger spectrum disorder (PEX1-related)

SAMPLE

Tuwugudnuni

wugudnauni
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Hereditary cancer

AUIFBIRBlSA:ISINNNENOANWUSNSS
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Hereditary Cancer Explanation Guide & Basic Recommendation

P

WaNISASOVVOIANUV: J 2 nuu Aawu nsaIuwuaunumsnmuwusmmUnmnlnuovaanu N1SINAU: IS\]BUﬂUU 9

Fuomnanvldinuniweiolut

T Ao WIFBIR9:ITuUU=§ugun3n
TuwuguiiaUnn , - .
Unatios9nnsoawudunnatewus

Bovouu:ISusTntU:IdAROSEINg

IsTIERNMSASOBURTSIENIUTN nisnanewusnalAINmlsA (pathogenic variant) K¥ouv:nalAiNnlsA (likely
pathogenic variant) 91Uou 35 &u Banu:unlng American College of Medical Genetics and Genomics (ACMG)
SOUNVEURDNSANLBINUIRU

HINDN1SASOAWUBUNANEWUSTINUNG 9:1I8RIWafosdoIns1uZiing SOUNIIAAISIENU
sunvadlsANiNgavavNIsnatawusvevgudus Tuktinastineiay

AruaUNsnausTeaziBuavadlsauzSiRamuaulelflunsa:kiin Gev:usniioyalsiin Voyanol aurmia:Jedeidoa:
BURISTAINSASO3IAS1A SOUNIMEIAOUSIWUIAUKNARINISToyaRa:iBoAUNU K$oauNsnARFoNSUA
USnungideosnnyvedis oo uiuugvnIwvaIAcu
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Hereditary Cancer Explanation Guide & Basic Recommendation

KINWaNISNSIIWUSNSSUVaArUIUWUBUEAUNR AdsneuudnnelHifialsA (pathogenic variant) hdouinv:noliifn
IsA (likely pathogenic variant)

1. ArudnoWIFBINIWUSNssUA TunsifnlsA=ISIstAtUY ogWIsAnU uanintiooNTedsnawusnssUNEo
msinalsArdon U1 SuVuagUavedu 15U NIsANITUEIN na:auondou

2. flunigwamsmsoevaunruv:TiwunouEAUNATUYABURNSI? MNADTuIFsdUY RousSisTAlnsTANTY
nSolosanuna IsTuzUnlAntuihwanisnso9luwuiwng 1WaUsnuIa:souUoWIWUNISASIRIWUIAUKSoRIa
Snusiald uenendudvidUs:lusulunsoniuudnsulsadue NiNeavor 8o WILUENSUNSANAZVNIWIWUIFAL

3. fluniswamsnsaevesaruv:TuwuguUEAUNG InyAEVeIANRTAOUIFEIRY:WUAIUEAUNANIWUSNSSURIAN
ANNAU N1SASONWWUSNSsUFvaduaunAosiuztndmSurydvednru

4. 1sTuzUnTRAtuRIagvnIwauAsoUTKINaIsy [ng

e SuUs:nuernsADUs:TusU
o aanﬁﬂa“\lmﬂafj'madﬂlaua

o \mauuns

o JnindodAURDIoanagod

o nsovgumwolUiduds:5nnd

HINWaN1sMSoWUSNSSUVaAIWUBUREAUNR Aisrevudnneliinalsa (pathogenic variant) h§aune:nalKiAn
IsA (likely pathogenic variant)

o itiosenannnvaulsausSy AAlF9NKaNedede TWTRIARTUIINTeduNWUSNSSUINEIoEIRE NsAA
nsoawWUBUEAUNAKUIEEIAUDAI WIS IATUTEHUNEAoUIIANIR:AeuINATsAU:ISIaguILUU

* isndunuzuniinruihwanisnsaeluwuiwng IleUsnu IazsouRUNILIUNSASIINUIAL HiogIasnusol

*  ANWEAUNANNWUSNSSUUIBURaWISNnNenanlUduinSarymsouaneidonls 1Is1duiuztnfAryrmvoauu
wulwnghdegiduosnryioUusnundnsunisnsoImuIRAu
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ABNORMAL GENE(S): HEREDITARY CANCER (dwmSunwngiduosiny)

Q
N~

GENEINFO

CLNSG

CLNHGVS

ALLELEID

CLNVARID

RSID

Clinvar DB Date

11

153563265

/1

ATM

Pathogenic

NM_000051.4(ATM):c.103C>T

20210308

- : the "likely pathogenic" and "pathogenic" variants are not found in genes list

[y
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Hereditary Cancer Comprehensive Result

15

APC

BRCA2

EPCAM

MUTYH

POLD1

RAD51D

TP53

BRIP1

FANCC

NBN

POLE

RAD51D

TP53

AXINZ2

CDH1

MLH1

NF1

PTEN

RECQL

VHL

SAMPLE

BARD1

CDK4

MSH2

NTHL1

RAD50

SMAD4

BMPR1A

CDKNZ2A

MSH3

PALB2

RAD51C

STK11

BRCA1

CHEK2

MSH6

PMS2

RAD51C

STK11

GENFOSIS



paSviIGun

BREAST CANCER

WaNISASIvVaIALU

ArURSOIWUBUERUNARTS1wdUsnelAiRnlsA
(pathogenic variant) K8oUv:nalRINAISA 5
(Ilkely pathogenic variant) 91NN1SAS09708I8U
HUzUWUIWNEIWORSIIWUIRIU

ASIAWUANINUNEUEAUNA

veuanoIU

@ =1SaIsinuy 1PuL=ISsAWULeuIdUSUAU 2 Tughrys DauAnsnilugkirgysno 30 AusiaUs:31Ns 100,000 AU Ila:GE18S10
P 0.5 numods ¥INs 100,000 AU U iBuishuuiialsianidedionansdounelusinuy Iﬂuaoumno SuUIRRTURReUUL
NGUL:ISIR=VENEVUIATU laz0190MsIwsns=91aTUdusioutinindoy noludoduo:d 3uq

27N1s
Tus:=g:13uIsnoN9v:aNliwUNSEAUNRATAY souiouzISivansvuIniu 9199:AdwUReuTuIfinul TansAnravnAUNRA
Thavnisinuu Fouuguangy nEoIFUUSIonuIFUL

annn

° Wusnssu Us:unru 5-10% veuusiSuisinuuliuasnnwusnssy Insdunanewusiwuuos Téiin BRCAT la: BRCA2
InsAURGBUNaNEWUSMINGND 9:0A0WIFBIRINAU=ISIIFUUEIT 70-80%

o MssIBIMIaAIoNOU [$U MsALIvanagad UkunAonuINInu

o Jeduninponusasiuuwe 15U TUs:=9dounsaisniSs (rouony 12 U) nderunus:9ioutin (ndseny 55 U) tnrgan
Tuineluns ndolunsin [GunsAunsnifoonguinnd 35 U) soufnistdsosTuuiwe iU srAuriitn onoasTuu

o Uoduduq 18U ong o

Bufinso
ATM BARD1 BRCA1 BRCA2 BRIP1 CDH1
CHEK2 NBN NF1 PALB2 PTEN RADS50
RAD51C RAD51D RECQL STK11 TP53 FANCC
1onaSIWUIAU

® American Cancer Society. (2020, June 9). Breast Cancer. Retrieved from https://www.cancer.org/cancer/breast-cancer.html
e National Comprehensive Cancer Network. (2020). NCCN Guidelines for Patients: Breast Cancer. Retrieved from
https://www.nccn.org/patients/guidelines/cancers.aspx#breast
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COLORECTAL CANCER

WaNISASIvVaIALU

ArURSOIWUBUERUNARTS1BdUsnelAiRRlsA
(pathogenic variant) K8olUv:nNalRINAISA 5
(likely pathogenic variant) 991NN1SASOVABISU
NU=UWUIWNEIWONSIAWUIAL

ASIAWUANINUNEUEAUNA

voyanolJ
@ IsAuziSvaldlrndiiaznonsndn 10uuzSawuuseidusunun 3 vesaulne ToUuRnIsnisTo 15 AUKEUS:3INS 100,000 AU
—_— wuunlugingeny 50 Uiuld isauisnifalalunniwaAnnde

21N1s
TuneEaUnRa nheuoendelioundiuni fauyn Jomiuslugesnoiskun telidn nnegevis:iduynidon nseiduidon
IAYER §91S:81UNKSDE1S:HVUNAIANaY Adwuripuluriou a IUsoMIsIIa:UKUNanlagTunsuaNIKR

annn

* \usnssu Us:unnu 5% vouusi§udnld Iinennstinenemnawusnss Awudes Téiin Familial adenomatous
polyposis (FAP) lla: Hereditary nonpolyposis colorectal cancer (HNPCC 180 Lynch syndrome)

o DUs:z5@neidulsnivitioludnld (Adenomatous polyp) Isnanldsniauidosu (Inflammatory bowel disease)

 nnsiuleanagod guuns tinAoRUNIAU

° 9M1sUBTA IBU 9WNSADTVIUEY 0 msUNE Itednding o msAtinuNssUIBUSIIsY (15U Ténsen 1upou)

o J99uduq 15U ong o

BuRnso9
APC AXIN2 BMPR1A CDH1 CHEK2
EPCAM MLH1 MSH2 MSH3 MSH6 MUTYH
NTHL1 PMS2 POLD1 POLE PTEN SMAD4
STK11
1oNaSIWUIAU

® American Cancer Society. (2020, June 9). Colorectal Cancer. Retrieved from https://www.cancer.org/cancer/colon-rectal-cancer.html
® National Comprehensive Cancer Network. (2018). NCCN Guidelines for Patients: Colon Cancer. Retrieved from
https://www.nccn.org/patients/guidelines/cancers.aspx#colon

20 SAMPLE GENFOSIS



Hereditary heart disease
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Hereditary Heart Disease Explanation Guide & Basic Recommendation

WansMsoAVaUANUR:il 2 IIuU Aowu KéaluwuBuRlMsnanewusIAUNARINeoTouu N1siNaNNo:nSalsA

Folastntu 9 Fev=nandlinuniweiolUd

. ﬂO"IUI?iEJ\]ﬁ:O:IGUTSﬂE“Nﬂd'I
Tuwuguiauni A e, o
Unsitiosennsoawudunnalewus

FovaulsAtiuR:IanuFos Ny

IsTIERNMSASOBURDSIENIUT nisnangwusnalAINmlsa (pathogenic variant) K¥ou:nalAiNnlsA (likely
pathogenic variant) 91Uou 30 &u BunuzUnlne American College of Medical Genetics and Genomics (ACMG)
SOUNIBURBNSANUNIWUIFA

HINDN1SASOAWUBUNANEWUSEINUNG 9:1I8RIWafiosdoIn1s1uZiing SOUNIIAAISIENU
stavaulsARInyaTosNMsnatewusveududua Tuntihdstireiau

AnuEUSNeUs eazIBuavadlsARAmuauleldTurazkiin Gee:uanveyalsiin Voyanald araia:Uedoideana:aun
1s716HNSMS931AST:H SOUNVIKAIADUSIWUIRUKNFiouNsToyana:IBuauINTU KdoaUNSNARRDINASUAN
USnuni3eosryvadisIwoo NIWUgvVNIWVaIATU
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Hereditary Heart Disease Explanation Guide & Basic Recommendation

KINWaNISNSIAWUSNSSUVaArUIUWUBUEAUNR As1euudnnelHifialsA (pathogenic variant) hdauinv:noliifn
IsA (likely pathogenic variant)

1. ArudnoWIFsINIWUsNssum TunsifinlsArolstintug oglsfinu uonintiosNJedunawusnSsUNED
msinalsAnSonowISudosrug Guvuagdededue 15U NMSANITUEIR lIa:aaIondon Ao

2. flunigwanmsmsoevauaruv:TuiwuncuEAUNATUEABURNSIY MnAUDTeduIFsdu relsAlalsanty niol
onsaAUNE IsTuzUNTRAtuUwan1snsovlUwuwNg IWoUSNuIa:SoUAUI NIWUNISASIVIWUIRAL KSogiasnu
riolU uenenUudalUs:Tosulunisoiwudnsulsndu q MiNwatiod Koo WIWUAMSUNISAIIASVNIWIWUIAL

3. fluniswamsmsaevesaruv:TuiwuguEAUNG IsnyAEVeIAnRTAOUIAEIRY:WURAIUEAUNANIWUSNSSURIAN
ANAU N1SASONWWUSNSsUFvduduaunAosiuztndmSurydavednru

4. 1sTuzUnTRAtuRIagvnIwauAsoUTKINaIsy [ng

e SuUs:nuenrnsADUs:TusU
o aanﬁﬂa“\lmﬂafhuadﬂlaua

o \mauuns

o JnindedAURDIoanagod

o naniAgdeduIFuusig

o nsovgvmwiolUiduds:9annt

KINWaN1SMSOWUSNSSUVaIAIWUBUREAUNG Aisrevudineliinalsa (pathogenic variant) haunv:nalKiAn
[sA (likely pathogenic variant)

o itiosonannnvaulsarolonaznasnidion ARG NKatedede IWRIARTUIINTRIuNIWUSNSSUITEIREIRED
msARtuRsoawWUBUERUNAKUSTIANTAIUIEEY IFTUTHKUIEAOUSIATUL=FouIRnlsAagaILLaU

* Is7dunuztihTRRnuinwan1smsa9lUwuwng 1HaUSNu Ia:souNULWILUNISMSIAWUIAL Hiogasnusal

*  AWEAUNANNWUSNSSUUIBURaWISNnNenanlUduinSarymsouanaidonls 1Is1duiuztinfAryrmveatuu
wuiwnghdegiduosnry IleUsnundrsunsnsoIWUIAL
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s1gazidgadiundgaunatukuoa
IsARD hild1gNa2aNVWUSNSSH

ABNORMAL GENE(S): HEREDITARY HEART DISEASE (dnSunwnétjigeosiry)

Q
N

GENEINFO . - . - - .
CLNSG . - . - - .

CLNHGVS - - - - - -

ALLELEID - - - - - -

CLNVARID - - - - - -

RSID . - . - - .

Clinvar_DB_Date 20210308 - - . B} i

- : the "likely pathogenic" and "pathogenic" variants are not found in genes list

W
-
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asdwaasr»iulundulisarkdididionaanio

WusnsSsy

Hereditary Heart Disease Comprehensive Result

ACTA2

DSP

LMNA

PCSK9

TGFBR1

32

ACTC1

FBN1

MYBPC3

PKP2

TGFBR2

APOB

GLA

MYH11

PRKAGZ2

TMEMA43

SAMPLE

COL3A1

KCNH2

MYH7

RYR2

TNNI3

DSC2

KCNQ1

MyYL2

SCN5A

TNNT2

DSG2

LDLR

MYL3

SMAD3

TPM1

GENFOSIS



nanisardidudadord:

ARRHYTHMIA

WaNISASIvVaIALU

AURsO9TLWUBLEAUNARDS 189 LS NolAAATSA nSOATUWURIKUIBUTAUNG
(pathogenic variant) HSaunv:nolAINAlsA

(likely pathogenic variant) 91NN1S/S09M8IST

voyanoly
@: [sArDIRIAUEAYIKD: (Arrhythmia) Aonto:nolaiinisuins:nalwwaiinuni ndons:nalwwanovesiulurole dvwali
—= AolIAUEAINO: Inu9:UnowEnUNATA 2 anuru: Tann

1. AWEAUNAVaIdASINTSIGiuvadrola Ao Folaisiugnioidondnuna onviuiedsoinandu q ndounuidugolu
2. A wWEAUNAIUDIKI:NSIBUVEVRala Ao AolaIAulUaIEU IAUY KymAa

yUosusIwoTAMUEAUNANISNSINSIAUIA:IIKONSIEUATA Ko TuusT1eo1RlRolRIAUEEaUAUIAUISONTH

91N1S

* 3u3su niihdn mane Teduusioruktinon 1IFulluudionuktinon meletn 1I0UAL KUAER

annn

o Tsarole U ndwitierole@nunAisninitn auroleso wivkslenunEnUnA ndwitioroledniau naenidenralemu
* Wusnssu Us:3nrolviAuiinduno:rniaidegdnidouwauivulinsiuaninnlunsounso

o TsAUs:91610 18U AowAUTaRngs Tvduluidondy 1uKotu No:InseumIduy

°  gAzaSUNBTA 18U eRddouUs:nauvedoUIWmTU AWBURRETUBY NI rEatinanau

°  AOWIASYANIA:ADIUINNMTOA

Buinso9
DSC2 DSG2 DSP KCNH2 KCNQ1 LMNA
PKP2 PRKAG2 RYR2 SCN5A TMEM43 TNNI3
TNNT2

1oNaSIWUIRAU

® American Heart Association. (2016, September 30). Arrhythmia. Retrieved from https://www.heart.org/en/health-topics/arrhythmia
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msudauvauna:auztirfunan
DU UASIUASD

FAMILY PLANNING EXPLANATION GUIDE & BASIC RECOMMENDATION

wan1snsoARNSoIWUSNSSUIinSowr:vaulsAWusNSsU (Carrier screening) /i N1SASIINWWUSNSSU
sUANGY RauIsnRsoImIMo=Wusnssullundeiduwan:ved WusnssuhanunAluAuRUNARTUIERJONNS

rSailulsa ianuisnningnennduBnUn#AvaswusnssutiludsusiolUls

Autosomal recessive X-linked recessive, carrier mother
Carrier . . Carrier Unaffected . . Carrier
father mother father mother

XY X X
[ Affected B Affected
[ Unaffected y |4 [ Unaffected N
I carrier - N [l carrier

w @ w @ XY XX @ @ xx w Xy

Affected Carrier Carrier Unaffected Unaffected  Unaffected Carrier Affected

child child child child son daughter daughter son
sun 1 sun2

wusnssuiuinSow n:voulsawusnssu Aoo:ls

IsAnaWiusnssuuNstnv:IaasoMsiaunandeidulsa fraibelfsuwusnssuREAUNAUNINWaNAzIL
(Autosomal recessive) fusUR 1 IAtIFSULINWarSanWesAUlnAUKTI9:ISuNITUSNSSUILIKEO WKV
IsAWusNSsU GunuInante:luiansennsiiaUfndolionnistiosan aunsa9lliwuINNISASI9SWNMEUNG

TunstilsanaviusnssuRduviusaulasiulsy X Reziaagenmsiireibolinoutiaunavealasiufsu X Tuwrsne
iiovanniwrAselnslulsuimanaifus néednowanunavedlasiulsy X NudoannvluiwAkegy (X-Link recessive)
sugUR 2 IneiwAntguRdnowanun#Avedlasiulsy X 1IleuinuiAe 9:15un3 0wWusnssulirEowk: azaunsn
fenennUEAUNAGTUZSUsBTUTS
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FAMILY PLANNING EXPLANATION GUIDE & BASIC RECOMMENDATION

39

fidannssenino:WusnssuunSowar:vodlsnnawusnssunug fie=dlomanane:Julsandolsisu
WusnssuREaUnAauINAIwela:iTiSesa: 25 (1 1u 4) ia:dlomasowa: 50 (1 Tu 2) Re:dwusnssulviniiouwe
néon dulundutine-Iulmulsarsananionnisiinuni Augun 1

Tunscifiduusnssuniiveulasiulsu X Tuiwercgs stn X-linked recessive 9:anunsnainenanludsusiolUls Iny
Tonangne:idulsaduvunuiwe Inedhanidugsnee:idlonailulsnsova: 50 istngniduntgue:tlomaidulsatiou
unrdoliidiae Inge:GlemaiduwrsmbieundldSosa: 50 na:lilwusnssuRtnUnAiaglfSosa: 50 AusUR 2

AOSMSIPARNSOIWUSNSSUIWInSawn:zvadlsAwusnssuialns ?
ansnnsovAnnsalifIANoUAASSIHE0oIWUR=AIASSH IFfaIUNSINSoRTUBouAvASSHTE aglsfiniunis
MSOVNOURQ:AVASST 9:81UNSNONILUNISAVASSHTFogNTUS:AnSNwILINTU

TnsfinosnsovAnnsauwusNssuILnEowan=voulsAwusNSSU ?
nsnsovAnnsavtidulUmunouadastonisanaulovuegnuira:-unna InsnsnsoAnnsedtvNAIAUIsA
Indu |G'auv'miuJoqﬁuﬁ\]hjmmsnmsooﬁmnsau[snmovVus‘nssulﬁﬁahum UONIINTTUKCGIAIASSHR:NISASID
AnnsedlsAnuusnssusneg Rvndunuulounenisgiantgininssrivedus:INAgos U n1snsovAnRNsadlsnsn
aagide 10usiu

ADIUNNADIVOINISASIVANNSIIWUSNSSUIIWIKSOwWn:vadlsAwusnssy

KINWansaaWUITRWaUIN IIEAISTAdUEAUNAILUWUSNSSUIILN IazrnTwaau 1anssNsnso9moudstIuwu
AoWEAUNAVauWUSNSSU Iiragndlsfinu InuroluidonsnsovAnnsadiloniano:TiuaRlugnsadls Ao n1snsoe
Alwaau NuqAWUsnssuREAUNRAIIOE 1ISundwaauay (false-negative result) Kdonnsnso9nTAwauon NuqA
ILiUvVus_nssuﬁ'GnUnﬁubJaaaj 1ISN91 wauonaol (false-positive result) nazluuunsionIWUVaINNAUWUSNS
vadInATANSASoINKoURURNSIa:NsAIAsHToya Mt ASIESUATIUEUN (counseling) §orinAoUnTe
fouR9:ANAUTINSI9ANNSDY

AMlUzUdnSunstinsovliiwuduiaUng (negative result)

*  ArunsovluwuBUBAUNARTS 189U nelRINALSA (pathogenic variant) ndaunv:nalkiAAlsA (ikely pathogenic
variant) 9INN1SAS09A08IST
°  HNwuaN1sAUNR KSoiiUS=0MASOUASI ADSWUIIWNE IWOMSIIWUIRUDUGAIIAIUIKUN=EU

AMIUzUNEnSUNSinSoaWUEUEAUNRA (positive result)

*  ANSOIWUBUEAUNARDS1BINUSNelAIARTSA (pathogenic variant) n§aune:=riolAINALSA (ikely pathogenic
variant) 99NNSASOEOUIET

* Usnumwndidosiounnsiiunshdonunssrilngtinuanisnsotiidliiwngnsugios 1HoWasnuInNsnso9AnNSsay
Adusasiinio:wusnssulinSawr:=rSald 1a:01anwunispiasnuisiold
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S1gazpgagungadna
TUKDIDQDVUUUASIUASD

ABNORMAL GENE(S): FAMILY PLANNING (dmSunwneyioosry)

-

155205043

>

G
GENEINFO GBA
CLN S G Pathogenic,_risk_factor
CLNHGYVS NC_000001.10:9.155205043A>G
ALLELEID 19327
CLNVARID 4288
RSID -
Clinvar DB _Date [gealE

153761205

/1

G6PD

Pathogenic

NC_000023.10:9.153761205C>T

25402

10363

5030869

20210308

- : the "likely pathogenic" and "pathogenic" variants are not found in genes list

&

SAMPLE
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NONSYNDROMIC HEARING LOSS & DEAFNESS DFNB1

WaNISASIvVaIALU

AURs9TUWUBLEAUNARDS189USNolAARTSA nSOATUWUFIKUIBUTAUNG
(pathogenic variant) HSaunv:nolAINAlsA

(likely pathogenic variant) 91NN1SASOFOUIST

vauanoIU

@ Mo=gryidenslngunsonno: nhuonnmm|Uﬂuua'1msnwulnn\1 1 Tu 300 vaumsniisning InsarawulAvnraneairn
—_ Inenno: hhuonnmﬂmnwusnssunmmsns ummuwmdnmnwulnuaanam #io GJB2-related DFNB1 SuidulsAn1y
wusnssunn'ﬂmnmmo hhuonlmmummlun IﬂUmvummslﬂmm|mnsuus\luoavunuswlsomn naz9:gon sI@ans
IsNIfiA Bee:rlin1snAnaenoenudino EAUNGANNSTABU Ins9:dauasioniswuunnisnadldniswana: nIswAlR
TuaunAn mMnnsovluwurSelulAinnissnuegwgnFiod

wnuJumo KHUONINAdLEAUNRVOEU GJB2T v-liTomsinuniivednisindoulnondovods: uUBUY BamNEN9IN
annmnVeINIo: nnuonauqnmounmuwndnmvaom&naaulhosounoa

anne

mm’mnmuumdnmvaasu GJB2 nirnnsasnlusiu Connexin 26 aUunalu na: mmnmuumdnmnnuu’[u NIRTY
ansndvdryryrnuldduauoy aauaTHmmmsarymamslmuumumusnmm Imawulmmaummslnuuum]nmmnuavouna
sulisy

@l
Sl.

unnsdv

GJB2

1oNdSIWUIAL

® Learn More About Hearing Loss in Children. Centers for Disease Control and Prevention. https://www.cdc.gov/ncbddd/hearingloss/.
® Nonsyndromic hearing loss - Genetics Home Reference - NIH. U.S. National Library of
Medicine. https://ghr.nim.nih.gov/condition/nonsyndromic-hearing-loss.
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fanustinuazvaui)u

Recommendation

HEREDITARY CANCER

uzISUIfNuY (Breast cancer)
AMlu:zUNolU

o AUNMAUEAUNG naAasinuuRsunuioniduls:91 (breast self-exam)
o nuzthwuiwngionsovannsaulsauziSuisinuu idoong 40 UVUIU
o PSOVFIU Na:Us:I0UADIEIBUY NN 1 U
© ms99 mammogram NN 1U
o MSOUWIAVIWUIAUAUADWIRUIWNE U breast MRI
* nsrliiUeduidssdu u Ts=aamsinauSusuuRwuBuanunAlunsounsa Us:aalsAiusnssuuustinlunsounso néelnalfisunsanesizusionu
nsoven WesrunsovAnnsaulsau:ISuIsnuL ifeoang 30 TVUTU Inen1smsa9 mammogram nla: breast MRI nn 1 U
e 1Fonsuus:muenrisinUs:Tosu 1tudn walli né‘n@iuaoﬂmsﬁﬂﬁﬂmaqa na=tvidug Tngiown: TviuduMo (saturated fat) na:lvjunsiud (trans fats)
° ﬂOUﬂUJ’]HU—ﬂ TRUAAstvoany (BMI) gs:nony 18.5 - 22.9
o oonfrduniealaiaue tius:Aunouiuiiudaunany (zone 2-3) szez0anlusinga 30 uafi agutios 150 uNAFodURIK IfoduIasuNIsringUvaIRole
na:rintEsumeswasnulviunaztnmalsia
° JAZUUHS IAIvANaTd
o Udnuuwndidelimslgngusesiuu isu rauriidn
*  mnAndonsiaUNf IsTuzthlkAnutitwanisnsa9luwulwng ioUsnun 1a:5oUAUSWILUNSASIAITUIAL Kéoanasnusalu

Au:uinsiiwaiduldle nsoldleluwiAy

o WUIWNEIMORSOAFIUL 1a:Us:ITUAIUIFSIBU

o Udnuwngiiowansruinsoadnnsodlsau:iSaisinuu Inen1snso? Mammogram Nia: Breast MR

e nstli BRCA 1/2 positive Unuiwngingaiuiuonnsundiniioannouidedsiou:iSaisinuuia:Sal Ténn nasundnisinuy (Risk-reducing
mastectomy) l1a:N1SWIARSIIV (Risk-reducing salpingo-oophorectomy)

o nu:UhlAaunBniunseunsonsovMMSNANEWUSVoBURRAUNGA

wz1S9$ulV (Ovarian cancer)
Amu:zuNold

o uztnnsovgVNMIwWIiaznsoaNIeiu Iduds:9nnt

e 1Fonsuls:muorisitus:Tesu tiutin wallj h§n|?iaoawnﬂsﬁﬂtfwm1aqu na:Tvuay Ineiawn: TviJuBUAD (saturated fat) nalvijunsiud (trans fats)

° nouquﬁmun RUAAstivoante (BMI) ogs:ndny 18.5 - 22.9

e oonnrduniealaiaue tius:AunoUiuTuUIUNany (zone 2-3) szez10anlunngn 30 Ui agtios 150 UNAFodURIK IloduIaSUNISHNgUVaIRolo
na:rintisuneldwasaulvisuna:unmalsia

° JAGUUKS JAIleANaTOE

o Usnuwngideimstdungusesiuu

* mnAbeNsEAUNR IsTuhTRAuwan1smsa9TUwuIwng IWeoUSnu Ia:souAUIWILUNSASIWUIAL HiogiasnusialU

Auztinsiiuailuldle nsoldlailuwinAy

o wunwngionsoanelu a:Us:ITundUIFSI3UY

°  W9ISTUINSIDANSTEI0UR (Transvaglnal ultrasound) 12:AS99M1S=AU Tumor marker Tuidon 18U CA-125 MIUAILIAUIWNE

o Udnuwngineonuiuonuniswiainiveannouidedsou:iSusnuuna:sdl 6N nswuidnisinuy (Risk-reducing mastectomy) 1a:n1sWAIRSII
(Risk-reducing salpingo-oophorectomy)

o nustlRauBniunsauASONSOIMMSNaNeUSVasBUREAUNG

68 SAMPLE GENFOSIS



SCIENCE BEHIND

KaAaNNISNINYIFAIENS
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suMevesnuist Us:neulunoersadus:uatu 60 drudursad

Inennisade:ianswusnssufisendn DNA dnwuagludouvedtoinduaveuisad Inowusioidulasiulsu (Chromosome) AAuISIIAa:AUL:THRSU
UIASIKTIN9NWO laASIKTININIL IS1FITFSUANUIU-RMNNOALUNIINUSSWUSY AdeEaIsu DiusltiuAianuru=rihmAdrenulunsounsd
UINNFUAAANUNIINANASOUASIAU UONING DNA durilisiinsianuruzveualsd Insuuusisiianiu DNA RiniounuagUs=uan 99%
DNA 3n 1% Rinda Suriliuuudiiinouimnsgiawn:uanaiu

DNA iidedouraniioendlslutionadn 198 (Deoxyribonucleic acid)

BuUs:nauluros wWaoaiwm Unmna la:anauiud NR:INUAIUAISNUS 4 A9 Ao AT C 1a: G IdushaauiSeunulUiSous DNA Taavdou dounsnidu
dounifiusAadirsuaswiusaundndusionisAnsiddnvoursad 3uSunnuandu (gene) Snadouidustia DNA AlUlEEU nazgulunsauntinfniusna
MInUA
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NMSNOASHANIWUSNSSU Ao Msm "drAuiua” Aieunuuuane DNA Tuuuugiu i

SHa DNA agisounvruaiduvunan$onougnaUs=uan 3.1 Wudnugiud 1donouiinontin
fun1sAnuusAanss=Auluiana nazinAlulaginisnansAawusnssuuNiu MTHEdN
SduanunsnnonsiawusnssunidluuuyusTdfosinAlulagAtUs:ansnwia:isunun
InuN=zal

veyawusnssuuyuginaulngnuunfEds:losuintinisiwngina:ansisrugvivous:nou
n1s3U9du Jaunu na:snunlsa mikanuisndnungUoslansugn nazinunzaudirnsugUos
Iiazsney

Is7lArN1sASo9 SIAsIH laziawavoyanuwusnssuvadnnu IngiSusU AoogE
ns999:gnUnIUann DNA 9Induv:rnisnensiawusnssuiluu Whole exome
sequencing IngldinAlulad Next-Generation Sequencing Voyanlsie:gnualuains=
na=iawa InstinvieyaluilSsuifunugnuioyawusnss lasmnisidasundainig
WUSNSSU (variant) K§on1snanewus (mutation) Ineldd8nugoansauine
(Bioinformatics analysis) n1siUasunlaintawusnssuiwu 2:1Ugidu 5 nau muiiuonay
VU the American College of Medical Genetics and Genomics (ACMG) Ian
pathogenic, likely pathogenic, variant of uncertain significance (VUS), likely benign,
1a: benign Ingseviuwa 9:Us:nausiosmsivdsunladniawusnssulunau pathogenic
lla: likely pathogenic variant
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FAMILY PLANNING GENE LIST

naulsa

Alpha-thalassemia

Bloom syndromeTC1

Canavan disease

Citrullinemia type 1

Congenital disorder of glycosylation (PMM2-related)
Cystic fibrosis and other CFTR-related disorders

Dihydrolipoamide dehydrogenase deficiency (DLD)

DMD-related dystrophinopathy* (including Duchenne/Becker muscular dystrophy

and dilated cardiomyopathy)

Familial dysautonomia

Familial hyperinsulinism (ABCC8-related)

Fanconi anemia type C

FKTN-related disorders (including Walker-Warburg syndrome)
Fragile X syndrome*

Galactosemia (GALT-related)

Gaucher disease

GJB2-related DFNB1 nonsyndromic hearing loss and deafness
Glucose-6-phosphate dehydrogenase (G6PD) deficiency*
Glycogen storage disease type la

Glycogen storage disease type Il (Pompe disease)

HBB-related hemoglobinopathies (including beta- thalassemia and sickle cell disease)
Krabbe disease

Maple syrup urine disease (MSUD) type 1A

Maple syrup urine disease (MSUD) type 1B

Medium chain acyl-CoA dehydrogenase (MCAD) deficiency

Mucolipidosis type IV

81 SAMPLE

HBA1, HBA2

BLM

ASPA

ASS1

PMM2

CFTR

DLD

DMD

ELP1

ABCC8

FANCC

FKTN

FMR1

GALT

GBA

GJB2

G6PD

G6PC

GAA

HBB

GALC

BCKDHA

BCKDHB

ACADM

MCOLN1
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FAMILY PLANNING GENE LIST

. gu
naulsa
Mucopolysaccharidosis type | (including Hurler, Hurler- Scheie, and Scheie syndromes) IDUA
Nemaline myopathy 2 NEB
Neuronal ceroid-lipofuscinosis (CLN3-related) CLN3
Niemann-Pick disease type A/B SMPD1
Pendred syndrome SLC26A4
Phenylalanine hydroxylase deficiency (including phenylketonuria (PKU)) PAH
Polycystic kidney disease (PKHD1-related) PKHD1
Rhizomelic chondrodysplasia punctata type 1/Refsum disease (PEX7-related) PEX7
Smith-Lemli-Opitz syndrome DHCR7
Spinal muscular atrophy SMN1
Tay-Sachs disease/hexosaminidase A deficiency HEXA
TMEM216-related disorders (including Joubert syndrome 2 and Meckel syndrome 2) TMEMZ216
Tyrosinemia type | FAH
Usher syndrome type IF/PCDH15-related disorders PCDH15
Usher syndrome type IIA/USH2A-related disorders USHZ2A
Usher syndrome type IlIA CLRN1
Zellweger spectrum disorder (PEX1-related) PEX1
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