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Learn how to move from raw NGS data to clinically interpretable germline variants in rare disease
and inherited disorders. This module focuses on validated germline pipelines, VCF QC,
annotation strategy and evidence driven interpretation workflows that align with ACMG thinking
and clinical reporting needs.
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S e s s i o n  I n d e x

Session 1 — Germline Pipelines & Input Structures Session 2 — VCF QC, Filtering & Triage Session

3 — Annotation, Databases & ACMG Logic Session 4 — Mini Capstone: Variant Curation & Report

Draft
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Germline Pipelines & Input Structures

Germline use cases and study types

r a r e  d i s e a s e  c a r r i e r  s c r e e n i n g  h e r e d i t a r y  c a n c e r

Pipelines from BAM to VCF for germline calling

s i n g l e  s a m p l e  t r i o  a n d  f a m i l y  m u l t i  s a m p l e  j o i n t

c a l l i n g  m i n d s e t

Germline Variant Calling, Annotation & Interpretation —
Hands-on
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VCF structure and key fields for interpretation

h e a d e r s  a n d  m e t a d a t a  I N F O  a n d  F O R M A T  t a g s

g e n o t y p e s  a n d  p h a s i n g  b a s i c s

S e s s i o n  2
F e e :  R s  1 1 8 0 0   Apply Now

VCF QC, Filtering & Triage

QC checks at variant level

d e p t h  a n d  a l l e l e  b a l a n c e  q u a l i t y  m e t r i c s  c a l l a b l e

r e g i o n s

Filtering strategies and prioritisation tiers

p o p u l a t i o n  f r e q u e n c y  c u t o f f s  i m p a c t  b a s e d  f i l t e r s

m o d e  o f  i n h e r i t a n c e  f i l t e r s

Shortlisting variants for manual review

c a n d i d a t e  g e n e  l i s t s  p h e n o t y p e  d r i v e n  f i l t e r s  e x p o r t

t o  s p r e a d s h e e t  a n d  c u r a t i o n  t o o l s

S e s s i o n  3
F e e :  R s  1 4 8 0 0   Apply Now

Annotation, Databases & ACMG Logic

Functional and clinical annotation layers

g e n e  a n d  t r a n s c r i p t  i m p a c t  i n  s i l i c o  p r e d i c t i o n s

c o n s t r a i n t  a n d  i n t o l e r a n c e  s c o r e s

Key databases for germline interpretation

g n o m A D  a n d  p o p u l a t i o n  f r e q u e n c y  C l i n V a r

s u b m i s s i o n s  H G M D  a n d  l o c u s  s p e c i f i c  r e s o u r c e s

ACMG style reasoning for germline variants

e v i d e n c e  c o d e s  o v e r v i e w  c o m b i n i n g  c r i t e r i a  P  L P

http://www.nthrys.com


NTHRYS OPC PVT LTD Germline Variant Calling, Annotation & Interpretation — Hands-on

NTHRYS OPC PVT LTD | smo@nthrys.com | +91 - 8977624748 | www.nthrys.com
A Ministry of Corporate Affairs Incorporated Company

V U S  L B  B  b u c k e t s  m i n d s e t
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Mini Capstone: Variant Curation & Report Draft

Curate a small set of candidate variants for a case

T h e o r y  +  P r a c t i c a l

Assign provisional classifications with evidence table

e v i d e n c e  c o d e s  m a p p i n g  r a t i o n a l e  n o t e s  a u d i t

f r i e n d l y  l a y o u t

Draft a variant summary for clinical reports

H G V S  r e p r e s e n t a t i o n  p h e n o t y p e  l i n k a g e  s u g g e s t e d

f o l l o w  u p  t e s t i n g

http://www.nthrys.com

