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- type: Statement
id: IP:STMT:<individual id>_carrier_status_FHBL2
proposition: H
type: Proposition 1
id: IP:PROP:<individual_id>_carrier_status_FHBL2 |
subject: <individual_id> H
predicate: has_pathogenic_status_for 1
object: ]
primaryCoding: ]
code: i
name: i
variantContextQualifier:
1 zygosityQualifier. heterozygous
| direction: supports
1 strength: strong
| score:
| confidence_score: 0.8
I evidence_strength: strong
| hasEvidenceLines:

contributions: % .
- agent: genex_system_v000
date: '2025-09-12"

# Text highlighted yellow belongs to the domain of privacy

i
i - type: EvidenceLine

A e e o N N R 4. Jd IPEL:META'APOB FHBL2_carrier
I

targetProposition: IP:PROP:<individual_id>_carrier_status_FHBLZ
directionOfEvidenceProvided: supports

strengthOfEvidenceProvided: moderate

hasEvidenceltems:

- IP:STMT:<individual_id>_zygosity_VA._lUnQga49np4YN9BJIGRXNOFOInNO5_d

- KB:STMT:variant_pathogenicity_FHBL2
- KB:STMT.variant_rarity_VA._lUnQga49np4dYN9BJIERXNOFOINNO5_d
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LEVEL 4 BASIC EVIDENCE LINES *v202509, development in progress

~type Stalement ! [-type Categorcav/ariant “type Alleke
i IP-STMT <inaividual_id>_zygosity_ VA _|UNGYa49np4Y NOBJIBRXNOFONNOS_d H id gadgh VA_IUnQgadonp4YNOBIBRXNOFOINNGS_d
H name. Variants of APOB Iocation
' description: AN vanants associated with gene APOB type: SequenceLocafion
' constaints Sequence: gadgn SQ PRAGCREITSUOBGNSDyp XWSMIBAN4) # GRCNAE cnr2
' -type: FeatureContextConstraint start 21006286
H teatureCortext end 21006289
i i APOB \ state:
' name. apolipoproten B type. LiteriSequenceExpression
' concepType: gene sequence: A
- type: Statement ' primaryCading extensions:
code HGNC 603 - name: genctype_call
proposition N § A
s GHOIEVA,_IUNCGH SN ANIB ISRXNOFOITMIDS_ o g ame: apalicprokin & e
pedcalc.mets membesp_cieta_of - GI4GRVA. IUNQga4InpA YNSE JERXNOFOINOS_d Qually: 145
s extensions: [] aepin: 17

qualifier defined_as_variants_associated_wih_ APOB
airection” Supports
strength. definitive

~type Statement

allases

gnomaa’ 2-21006280.G-A
dbsnp: 15144467673
chinvar. '40223

togovar gVE0BAS11

s
- NM_000384 3(APOB) . 10579C>T
- NM_000384 3 € 10575C=T

C. _603-MCH DO_0014252-HP_0032113-GENCC_100001

~type EvidenceLine

tametProposition

proposition ireCtioNOMENIENCEPOVIOED SUPPOMS
trength i i

type: Proposiion

hasEvidenceltems:
- g

subject HGNC 603
predicate i_associated_wilh
object

extensions
- name: gene_disease_association

primaryCoding e
code: MONDO 0014252
nmary_ta .
name: tamilia hypobetalipoproieinemia 1 P e gane International Edition
inhesitanceModeQualifier semidommant Yﬂw7|ﬂ HGNC 608 B
arecton: supports Pt he Mondo iteratonal et -

strength: defintive:

gene: AROB S
hasEvidencelings: disease Yy U
nheftance_mode: HF 0052113 Tiype Evidenceling
pe Siatement penetrance. null @ KB'ELpopUIon_freq_VA_IUnGga€onpay! XNOFOINNOS_a
KB STMT variant ewdence_level defintive-semidominant elPrapo: : {_rarity_VA. g XNOFOINNOS_d
proposiion curation_date: 20250912 directionOIEvidenteProviced. Supports
type Proposition ~type: EvidenceLine hlasEv:;EntalervIs
SUDECT GIAGIVA. IUNAGaSNP4YNSB JERXNOFOINNCS o 1ametProposition: KE:PROF:vanant_pathogenicity FHELZ - it /greh ogovar orgiearlanidgus0aost |
predicate: s_pathogenic_br directionOMEvidencePriviced. Supports § o X
RO aTOcaT Papean sxtensions > Cohort Alle Frequency Stuey Resull
e o o125z R atens e PRSIy
2 - NN figentiiers. on/cinvar 40223 3 Variant Pathogenicity Propasition)
peneme i yposeiaiprok e | extensions: - Py BTt
rection” Suppor - derce_tamet -
strength: defintive e e e targel_id. gadgh:VA._IUNGga49npsYN 9B JIGRXNOFOINNGS_d
hasEvidenceLines: pimary_arget Ireqnenuz;s o
- KE:EL:patogenicity_VA. IUNQgs49np4YNIBJISRXNOFOINNOS o targe ype. variant - saurce: jMorp EOKIPH

pogulation” Japanese

m—p— fargel_id gadgh VA, IUnGgadsnpdYNSBJSRXNOFOINNDS_d Popuaon Jpanes:
KB STHT vanant_ranty_va_lUNGGA0npvNOBIGRXNOROINOS _a |1 | pahogeniciy_arget Slec et 0

propaston: taget i alleie_number 119674
type: Proposition -source: gnomAD v4. 1.0
i KE:PROP variant_rarity_VA_|UnQga4anpdYNIBJERXNOFOMNOS_d pamagenicty_ssessment pﬂw\mgn EastAsian

source: ClinVar
classification” Painogenic
review _status crleria_provided,_mulliple_submitters,_no_conflicts

subject gadgh: VA, 1UnGgadsnp4YNSB JISRXNOFOINNDS_d
predicate: has_freguency_classification
object rare
QIrECtion” SUpports.
strengih: definiive
NAsEvidencel nes:
uiation freq VA, 1UnGgadsnpdYNSBJISRXNOFOINNDS d

allele_trequency. 0.0005126
alleie_cownt 23
alleie_number. 44872
homazygote count 0
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