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Diagnose rare diseases with a rigorous, phenotype-driven workflow. This module takes you from
deep clinical phenotyping and pedigree modeling through trio-based WES/WGS analysis, multi-
class variant discovery (SNV/INDEL/CNV/SV), prioritization with in-silico scores and
population constraint, and final ACMG/AMP interpretation with audit-ready reports and
reanalysis strategies.

Rare Disease Genomics & Variant
Prioritization
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 — Phenotyping, Pedigrees & Inheritance Session 2 — Trio WES/WGS: QC, Calling &

Filtering Session 3 — Interpretation & Prioritization Session 4 — Reporting, Reanalysis & Data

Sharing

S e s s i o n  1
F e e :  R s  2 4 9 2 0   Apply Now

Phenotyping, Pedigrees & Inheritance

Deep phenotyping

H P O  t e r m i n g  &  g r a n u l a r i t y  O M I M / O r p h a n e t

c r o s s w a l k s  p h e n o t y p e - d r i v e n  r a n k i n g  ( o v e r v i e w )

Pedigrees & models

Rare Disease Genomics & Variant Prioritization — Hands-
on

https://wa.me/919014935156
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A R / A D / X - l i n k e d / m i t o c h o n d r i a l  c o m p o u n d  h e t  &  d e

n o v o  s e g r e g a t i o n  c h e c k l i s t s

Sample/metadata readiness

t r i o / q u a d  s t r a t e g i e s  c o n s e n t  &  r e c o n t a c t

p h e n o p a c k e t s  ( o v e r v i e w )

S e s s i o n  2
F e e :  R s  2 9 1 2 0   Apply Now

Trio WES/WGS: QC, Calling & Filtering

Quality control & coverage

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

s e x / r e l a t e d n e s s  c h e c k s

Variant classes

S N V / I N D E L  ( j o i n t  c a l l i n g )  C N V / S V  ( e x o m e  &  g e n o m e )

m i t o c h o n d r i a l  &  r e p e a t  e x p a n s i o n s  ( o v e r v i e w )

Filtering & inheritance models

d e  n o v o / c o m p o u n d  h e t / r e c e s s i v e  p o p u l a t i o n  A F  < =

t h r e s h o l d s  ( g n o m A D )  a r t i f a c t  &  b l a c k l i s t  p r u n i n g

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

Interpretation & Prioritization

Evidence assembly

C l i n V a r / C l i n G e n / O M I M  g e n e – d i s e a s e  v a l i d i t y

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

In-silico & splicing

C A D D / R E V E L / M - C A P  S p l i c e A I / M a x E n t  ( o v e r v i e w )

c o n s e r v a t i o n / P P 3  a g g r e g a t i o n

http://www.nthrys.com
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ACMG/AMP for rare disease

c r i t e r i a  a p p l i c a t i o n  &  c o n f l i c t s  s e g r e g a t i o n / P S 2 / P P 1

s t r e n g t h  V U S  m a n a g e m e n t  &  u p g r a d e s

S e s s i o n  4
F e e :  R s  3 8 9 2 0   Apply Now

Reporting, Reanalysis & Data Sharing

Clinical reporting & counseling support

c l e a r  n a r r a t i v e s  &  c a v e a t s  s e c o n d a r y / i n c i d e n t a l

f i n d i n g s  ( o v e r v i e w )  c o n f i r m a t o r y  t e s t i n g  g u i d a n c e

Reanalysis & matchmaking

k n o w l e d g e  u p d a t e s  &  S L A s  G e n e M a t c h e r / M a t c h m a k e r

( o v e r v i e w )  p h e n o t y p e  d r i f t  h a n d l i n g

Data sharing & registries

C l i n V a r / D E C I P H E R  s u b m i s s i o n s  c o n s e n t  &  d e - I D  F A I R

p r i n c i p l e s

http://www.nthrys.com

