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Build auditable, production-grade pipelines for germline diagnostics and carrier screening. From
raw reads to interpretive reports, learn trio/singleton analysis, inheritance-based prioritization,
CNV/SV detection in germline contexts, residual risk calculations, and ACMG/AMP
classification with clear, clinician-ready outputs.

Germline Diagnostics & Carrier Screening
Pipelines
Help Desk · WhatsApp

S e s s i o n  I n d e x  C a t e g o r y  5  ·  C l i n i c a l  &  T r a n s l a t i o n a l
B i o i n f o r m a t i c s

Session 1 — Germline Pipeline Foundations Session 2 — Inheritance Models & Prioritization

Session 3 — CNV/SV in Germline & Carrier Screening Session 4 — Classification, Residual Risk &

Reporting
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F e e :  R s  1 7 1 2 0   Apply Now

Germline Pipeline Foundations

Pre-processing & calling (germline)

B W A  M E M 2  /  G A T K  B Q S R  /  d e d u p  H a p l o t y p e C a l l e r

( G V C F )

Quality metrics & coverage

% 2 0 x / % 3 0 x  t a r g e t s  c a l l a b i l i t y / g a p s  h a r d - t o - s e q u e n c e

Germline Diagnostics & Carrier Screening Pipelines —
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l o c i

Annotation & gene panels

V E P / s n p E f f  c l i n i c a l l y  c u r a t e d  l i s t s  t r a n s c r i p t s / M A N E

S e s s i o n  2
F e e :  R s  2 1 3 2 0   Apply Now

Inheritance Models & Prioritization

Trio & singleton strategies

d e  n o v o  /  A R  /  A D  /  X - l i n k e d  c o m p o u n d  h e t

s e g r e g a t i o n

Phenotype-driven ranking

H P O  m a p p i n g  O M I M / O r p h a n e t  g e n e – d i s e a s e  v a l i d i t y

Population & artifact filters

g n o m A D / M A F  t h r e s h o l d s  l o w - c o m p l e x i t y  r e g i o n s

t e c h n i c a l  f l a g s

S e s s i o n  3
F e e :  R s  2 5 5 2 0   Apply Now

CNV/SV in Germline & Carrier Screening

CNV calling (exon-level)

E x o m e D e p t h / C N V k i t  r e f e r e n c e  p a n e l s  Q C  &

t h r e s h o l d s

Germline SV detection

M a n t a / G R I D S S  ( o v e r v i e w )  b r e a k p o i n t  c h e c k s

o r t h o g o n a l  M L P A / d d P C R

Carrier screening workflows

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

p a r t n e r  t e s t i n g

http://www.nthrys.com
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Classification, Residual Risk & Reporting

ACMG/AMP classification (germline)

P V S 1 / P S / P M / P P  B S / B P  B a y e s i a n  a d j u s t m e n t s

Residual risk & counseling notes

d e t e c t i o n  r a t e  ×  p r e v a l e n c e  e t h n i c i t y  c o n s i d e r a t i o n s

V U S  h a n d l i n g

Reports, reanalysis & QA

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

a u d i t  t r a i l s  &  S O P s

http://www.nthrys.com

