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Listing and evaluation of the results

10043733: CG Cytogenomics Medical Laboratory
CG Cytogenomics

Survey of 30 May 2025

Adviser: PD Dr. rer. nat. Julia Hentschel
Tel.: +49 341 97 11349
Fax: +49 341 97 23829
Mail: julia.hentschel@instand-ringversuch.de

Institut für Humangenetik
Universitätsklinikum Leipzig AöR
Philipp-Rosenthal-Str. 55
04103 Leipzig

778 Molecular Genetics 28 - CFTR Common Mutations

Analyte Sam-
ple

Method Manu-
facturer

Device �our s�eci�cation�s� Correct speci�cation�s� TV-
Type

Meets
criteria

31 9999 ZY c.1624G>T c.1624G>T M +CFTR gene �Allel 1� - c. -nomenclature �2�

32 9999 ZY c.254G>A c.254G>A M +CFTR gene �Allel 1� - c. -nomenclature �2�

31 9999 ZY p.�Gly542*� p.�Gly542*� M +CFTR gene �Allel 1� - p. -nomenclature �2�

32 9999 ZY p.�Gly85Glu� p.�Gly85Glu� M +CFTR gene �Allel 1� - p. -nomenclature �2�

31 9999 ZY pathogenic pathogenic M +CFTR gene �Allel 1� - ACMG classi�cation

32 9999 ZY pathogenic pathogenic M +CFTR gene �Allel 1� - ACMG classi�cation

31 9999 ZY 9T 9T, 9T + 10 TG M +CFTR gene �Allel 1� - IVS8-Poly-T �1�

32 9999 ZY 7T 7T, 7T + 11 TG M +CFTR gene �Allel 1� - IVS8-Poly-T �1�

31 9999 ZY c.1624G>T c.1624G>T M +CFTR gene �Allel 2� - c. -nomenclature �2�

32 9999 ZY  Wild Type M +CFTR gene �Allel 2� - c. -nomenclature �2,4�

31 9999 ZY p.�Gly542*� p.�Gly542*� M +CFTR gene �Allel 2� - p. -nomenclature �2�

32 9999 ZY  Wild Type M +CFTR gene �Allel 2� - p. -nomenclature �2,4�

31 9999 ZY pathogenic pathogenic M +CFTR gene �Allel 2� - ACMG classi�cation

32 9999 ZY pathogenic not applicable M +CFTR gene �Allel 2� - ACMG classi�cation �3�

31 9999 ZY 9T 9T, 9T + 10 TG M +CFTR gene �Allel 2� - IVS8-Poly-T �1�

32 9999 ZY 7T 7T, 7T + 11 TG M +CFTR gene �Allel 2� - IVS8-Poly-T �1�

** BRAVO **

�1� To obtain the certi�cate �CFTR-gene - IVS8-Poly-T �R:B5��, at least 2 of the possible 2 examinations must be correctly determined, your number is 2.

�2� To obtain the certi�cate �CFTR-gene nomenclature �R:B5��, at least 4 of the possible 4 examinations must be correctly determined, your number is 4.

�3� The result for this sample �as considered as correct due to additional information in the comment �eld.

�4� The result �as evaluated as correct.

Additional information on the evaluation is available for do�nload in the RV-Online system in the column �Report�.
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Individual summary of results

10043733: CG Cytogenomics Medical Laboratory
CG Cytogenomics

Survey of 30 May 2025

778 Molecular Genetics 28 - CFTR Common Mutations

CFTR �ene ��llel �� - �CMG classi�cation (N = 58, Rate of success: 94,8% )

Sample 3�

pathogenic not applicableCollective total

allele combination 1 1 0 1●

allele combination
2

55 2 57●

Sample 32

pathogenic not applicableCollective total

allele combination 1 0 1 1●

allele combination
2

54 3 57●

�he point corresponds to the correct result, the hori�ontal bar corresponds to your speci�cation, the vertical bar corresponds to your collective

CFTR �ene ��llel 2� - �CMG classi�cation (N = 58, Rate of success: 81% )

Sample 3�

pathogenic not applicableCollective total

allele combination 1 1 0 1●

allele combination
2

54 3 57●

Sample 32

pathogenic likely pathogenic signi�cance

uncertain (VUS)

not applicableCollective total

allele combination 1 1 0 0 0 1●

allele combination
2

7 1 1 38 47●

�he point corresponds to the correct result, the hori�ontal bar corresponds to your speci�cation, the vertical bar corresponds to your collective

CFTR �ene ��llel �� - c. -nomenclature (N = 61, Rate of success: 91,8% )

Sample 3�

c.1624G>� Wild �ypeCollective total

allele combination 1 1 0 1●

allele combination
2

56 4 60●

Sample 32

c.254G>A Wild �ypeCollective total

allele combination 1 0 1 1●

allele combination
2

55 5 60●

�he point corresponds to the correct result, the hori�ontal bar corresponds to your speci�cation, the vertical bar corresponds to your collective

CFTR �ene ��llel �� - p. -nomenclature (N = 61, Rate of success: 91,8% )

Sample 3�

p.(Gly542*) Wild �ypeCollective total

allele combination 1 1 0 1●

allele combination
2

56 4 60●

Sample 32

p.(Gly85Glu) Wild �ypeCollective total

allele combination 1 0 1 1●

allele combination
2

55 5 60●

�he point corresponds to the correct result, the hori�ontal bar corresponds to your speci�cation, the vertical bar corresponds to your collective

CFTR �ene ��llel 2� - c. -nomenclature (N = 61, Rate of success: 91,8% )

Sample 3�

c.1624G>� Wild �ypeCollective total

allele combination 1 1 0 1●

allele combination
2

55 5 60●

Sample 32

c.254G>A Wild �ypeCollective total

allele combination 1 1 0 1●

allele combination
2

0 48 48●

�he point corresponds to the correct result, the hori�ontal bar corresponds to your speci�cation, the vertical bar corresponds to your collective
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CFTR �ene ��llel 2� - p. -nomenclature (N = 61, Rate of success: 90,2% )

Sample 3�

p.(Gly542*) Wild �ypeCollective total

allele combination 1 1 0 1●

allele combination
2

55 5 60●

Sample 32

p.(Gly85Glu) Wild �ypeCollective total

allele combination 1 1 0 1●

allele combination
2

0 47 47●

�he point corresponds to the correct result, the hori�ontal bar corresponds to your speci�cation, the vertical bar corresponds to your collective

CFTR �ene ��llel �� - IVS8-Poly-T (N = 53, Rate of success: 98,1% )

Sample 3�

7� 9� 9�, 10 �GCollective total

allele combination 1 1 36 16 53● ●

Sample 32

7� 7�, 10 �G 7�, 11 �GCollective total

allele combination 1 37 1 15 53● ●

�he point corresponds to the correct result, the hori�ontal bar corresponds to your speci�cation, the vertical bar corresponds to your collective

CFTR �ene ��llel 2� - IVS8-Poly-T (N = 53, Rate of success: 98,1% )

Sample 3�

9� 7�, 10 �G 9�, 10 �GCollective total

allele combination 1 37 1 15 53● ●

Sample 32

7� 7�, 10 �G 7�, 11 �GCollective total

allele combination 1 37 1 15 53● ●

�he point corresponds to the correct result, the hori�ontal bar corresponds to your speci�cation, the vertical bar corresponds to your collective
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