GenomFlow | NA12878 PANEL

YepHOoBMK Mo Ny6sMyHbIM 6a3am. He auarHo3. PelleHne NpuHUMaeT Bpay-reHeTuK.

1. 3anyck

Run 20261012T173339-5868a74b
Sample NA12878 PANEL

CueHapui panel_hereditary_cancer

Panel Hereditary cancer germline panel

KTo 3anyctun

root

Bpems 2026-10-12 17:33:39 UTC

PechepeHc GRCh38 (lift-over from mini_panel when applicable)

OTBeThl 6a3 29 ns3 cetn

Mapped 100.0%

Coverage 18.4x

Q30 100.0%

2. CBopokKa
Bcero Mpuoputet Path / LP VUs Benign+ HeT/c6oi
29 1 0 0 21 7

3. UHTepnpeTtauua no paHHbiM B]l (Mopenb)

Mopenb: nvidia/nemotron-3-nano-omni-30b-a3b-reasoning:free

O6blwan KapTuHa

QC: 100 % oTMannuHr, cpefnHas nokpbiTne 18.4x, 100 % Q30. NMaHenb BbiABUAA 29 BapMaHTOB: 1 NpruOpUTETHLIN
(pepkunn), 0 maToreHHsbix, 0 likely-pathogenic, 0 VUS, 1rare, 21 benign, 7 not-found, 0 failed.

MpropuTeTHbIE HAaX0AKMN

CHEK2 ¢.28727858T>A (hgvs_€22:9.28727858-T>A) - peakun (HeT ClinVar), retepo3urotHbin; ClinVar - He
HanpeH; gnomAD AF 0 %.

KoHTekcT: CHEK2-related cancer predisposition, familial prostate cancer n bone osteosarcoma (MedGen); CIViC
- nccnepoBaTesibCKMe AaHHble 0 MpUMeHeHun onanapuba n apyrux PARP-uHrnbnTopoBs npu castration-resistant
prostate carcinoma (research).

KoHTeKkcT 13 6a3 JaHHbIX

- CHEK2 - MedGen: predisposition to CHEK2-related cancers (prostate, bone osteosarcoma); CIViC: research
evidence for olaparib, talazoparib, enzalutamide, abiraterone in castration-resistant prostate carcinoma;
PharmGKB: PA404 (no therapeutic annotation); PubChem: 40 research bioactivity assays.

- BRCA1l - MedGen: Fanconi anemia, breast-ovarian cancer susceptibility; CIViC: evidence for olaparib;
PharmGKB: PA25411; PubChem: multiple research compounds (no clinical annotation).

OrpaHunyeHus
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MaHesnb oxBaTbiBaeT 29 BapuvaHTOB, HO 713 HUX He HanAeHbl (BO3MOXHa MponyweHHas 30Ha Win
HeCoOTBETCTBUE aHanu3a). CpeaHee nMokpbiTue 18.4x MoXeT OblTb HEAOCTAaTOYHbIM AN HEKOTOPLIX LiesieBbIX
pernoHoBs; penkuin BapnaHT CHEK2 TpebyeT noaTBep >XAeHNs pyYHOWM MPOBEPKON.

MUNOTHBLIA YEePHOBUK OJi1 Bpaya no nybnmyHbiM 6a3aM. He gmarHo3 M He Ha3HauyeHue Tepanuu. PelueHune
MPUHUMAET KJNHULNCT.

4. MNokpbiTHe 6a3 (MaTpuua)

FeH ClinVar gnomAD MedGen CIViC PharmGKB PubChem NCBI
CHEK2 - yes 3 8 yes 40a yes
BRCA1 yes yes 5 8 yes 6¢C yes

MedGen/CIViC - 4ucno 3anucen; PubChem - compounds (c) unu assays (a). 9To uccnenoBaTesibCKUA KOHTEKCT, HE Ha3HaYeHne Tepanuu.

5. NMpuoputeTHbIe HAXOOA KM

I 1. CHEK2
22:9.28727858T>A 22-28727858-T-A

Pepkun (Het ClinVar)ClinVar: He HaiiaeH | gnomAD: 0% | ceTb
KnuHu4yeckun KoOHTeKCT (6a3bl):

IeH: checkpoint kinase 2

MedGen: CHEK2-related cancer predisposition; Familial prostate cancer; Bone osteosarcoma
PharmGKB: https://www.pharmgkb.org/gene/PA404

CIViC [A]: Castration-resistant Prostate Carcinoma; therapies: Olaparib

CIViC [A]: Castration-resistant Prostate Carcinoma; therapies: Olaparib

CIViC [A]: Castration-resistant Prostate Carcinoma; therapies: Olaparib

CIViC [A]: Castration-resistant Prostate Carcinoma; therapies: Olaparib

PubChem assays for gene: 40

Research bioactivity only - not a prescribing suggestion.

ghomAD NCBI Gene CIviC PharmGKB PubChem

6. OcTasibHblie BapuUaHTbI

Clinvar
BRCA1 17:9.43044391G>A Benign Benign 35.1% 17-43044391-G-A
BRCA1 17:9.43049685C>T Benign Benign 29.4% 17-43049685-C-T
BRCA1 17:9.43053755G>A Benign Benign 31.0% 17-43053755-G-A
BRCA1l 17:9.43060152C>T Benign Benign 29.4% 17-43060152-C-T
BRCA1 17:9.43061643T>C Benign Benign 31.0% 17-43061643-T-C
BRCA1 17:9.43064916T>C Benign Benign 30.9% 17-43064916-T-C
BRCA1 17:9.43067763T>C Benign Benign 34.2% 17-43067763-T-C
BRCA1 17:9.43071077T>C Benign Benign 34.0% 17-43071077-T-C
BRCA1 17:9.43074658A>T Benign Benign 37.0% 17-43074658-A-T
BRCAl 17:9.43077891T>A Benign Benign 49.2% 17-43077891-T-A
BRCA1 17:9.43078973A>G Benign Benign 45.2% 17-43078973-A-G
BRCA1 17:9.43080681C>T Benign Benign 12.8% 17-43080681-C-T
BRCA1 17:9.43087611A>G Benign Benign 31.5% 17-43087611-A-G
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https://gnomad.broadinstitute.org/variant/22-28727858-T-A?dataset=gnomad_r4
https://www.ncbi.nlm.nih.gov/gene/11200
https://civicdb.org/features/8950
https://www.pharmgkb.org/gene/PA404
https://pubchem.ncbi.nlm.nih.gov/#query=CHEK2
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17:9.43091983T>C
17:9.43095587A>C
17:9.43105117T>C
17:9.43108791A>G
17:9.43115033G>A
17:9.43121520A>C
17:9.43125170G>C
22:9.28694493G>C
22:9.28691830G>A
22:9.28698840A>C
22:9.28704723T>C
22:9.28709427G>C
22:9.28714771C>G
22:9.28731559G>A

22:9.28736401G>C

7. Auckneunmep
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17-43125170-G-C

22-28694493-G-C

22-28691830-G-A

22-28698840-A-C
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22-28709427-G-C

22-28714771-C-G

22-28731559-G-A

22-28736401-G-C

MMNOTHBIN YEepHOBMK Aaa Bpada no nybnamyHbim 6aszam (ClinVar, gnomAD, MedGen, CIViC, PharmGKB,
PubChem, MyVariant). He saBnaeTca MeaAnUMHCKNM 3akatodeHneM nam guarHosom. PubChem/CIViC/PharmGKB

- nccnenoBaTesIbCKUA KOHTEKCT, He Ha3Ha4vYeHue Tepanunn. PeweHne npuHNMaeT KINHNLUWNCT.
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