Zprava o vysledku zkousky #178485

Detekce mutaci LHX3 genu zpUsobujicich
onemocnéni hypofyzarni dwarfismus

u Némeckého ovcéka, Saarloosova

a Ceskoslovenského vi¢aka

Zakaznik: Iva Eichlova, U pily 894, "27351 Unhos, Czech Republic
Vysetfovany:

Vzorek: 21-14444

Datum pfijeti vzorku: 03.06.2021

Vysetfovany material: krev

Udaje poskytnuté zékaznikem

Jméno: Leilla Sedy poklad

Rasa: Ceskoslovensky viéak

Mikrocip: 203 094 100 007 313

Registra¢ni ¢islo: CMKU/CSV/5719/19
Datum narozeni: 9.3.2019

Pohlavi: samice

Datum odbéru: 02.06.2021

P¥i odbéru byla ovéfena identita jedince.
Oveéril/a MVDr. Pavla Kadefabkova, KVL 6772

Vysledek: Mutace byla detekovana v heterozygotnim stavu (N/P) (c.622-37-31del)

Vysvétlivky: N/N = normalni genotyp. N/P = pfenase¢ mutace. P/P = mutovany genotyp (u jedince se s nejvétsi pravdépodobnosti
projevi onemocnéni). (N = negativni; P = positivni)

Komentafr k vysledku

Byla vysetiena pfitomnost ¢i absence mutaci c.622-37-31del a ¢.545_547dupACA LHX3 genu zplsobujicich
onemocnéni hypofyzarni dwarfismus neboli nanismus u plemen Némeckého ovcaka, Saarloosova
a Ceskoslovenského vi¢dka. Onemocnéni je charakterizovdno degeneraci hypofyzy a naslednym
nedostatkem hypofyzarnich hormon0. Hlavnimi klinickymi projevy onemocnéni jsou zpomaleni rlstu,
pretrvavajici sténédi srst s projevy alopecie. Postizena zvitata mohou mit béhem prvnich tydnd Zivota
normalni velikost. V obdobi mezi 3. a 4. mésicem véku jsou rozdily jiz evidentni.

Mutace zpUsobujici dwarfismus jsou dédény autosomalné recesivné. Nemoc se projevi jen u jedincd, ktefi
maji mutaci v obou kopiich LXH3 genu (jedinci s vysledkem P/P, positivni/positivni). Pfenasec¢i mutovaného
genu (N/P, tzn. negativni/positivni) jsou klinicky zdravi, ale mohou prfendset mutaci na své potomky.
V pripadé kryti dvou heterozygotnich jedincd (N/P) bude teoreticky 25 % potomk( zcela zdravych, 50 %
potomkl prenasecd a 25 % potomku zdédi od obou rodic¢t mutovany gen a bude postizeno dwarfismem.

Metoda: SOP171-dwarfism, fragmentacni analyza

Datum vystaveni zpravy: 04.06.2021
Datum provedeni zkousky: 03.06.2021 - 04.06.2021
Schvélila: Mgr. Martina Safrova, vedouci laboratore

Genomia s.r.o, Republikdnska 6, 31200 Plzen, Czech Republic
www.genomia.cz, laborator@genomia.cz, tel: +420 373 749 999

Kéd pro ovéreni zpravy je 6CNT-MR28-DM4F-DYAR-244D. Jdéte na www.genomia.cz pro ovéreni.
Zprava o vysledku zkousky nesmi byt bez souhlasu laboratofe reprodukovéna jinak nez cela.
Vysledek se vztahuje pouze ke vzorku tak jak byl pfijat. Genomia neodpovida za spravnost tidaji poskytnutych zakaznikem. 1/1



Result certificate #178485

Detection of mutations in LHX3 gene
causing pituitary dwarfism in German
shepherds, Saarloos and Czechoslovakian
Wolfdogs

Customer: Iva Eichlova, U pily 894, "27351 Unhos, Czech Republic
Sample:

Sample: 21-14444

Date received: 03.06.2021

Sample type: blood

Information provided by the customer

Name: Leilla sedy poklad

Breed: Czechoslovakian Wolfdog

Microchip: 203 094 100 007 313

Reg. number: CMKU/CSV/5719/19

Date of birth: 9.3.2019

Sex: female

Date of sampling: 02.06.2021

The identity of the animal has been checked by MVDr. Pavla
Kaderabkova, KVL 6772

Result: Mutation was detected in heterozygous status (N/P) (c.622-37-31del)

Legend: N/N = wild-type genotype. N/P = carrier of the mutation. P/P = mutated genotype (individual will be most probably affected
with the disease). (N = negative, P = positive)

Explanation

Presence or absence of mutations c.622-37-31del a c.545_547dupACA in gene LHX3 causing pituitary
dwarfism in German shepherds, Saarloos Wolfdogs and Czechoslovakian Wolfdogs were tested. The disease
is characterised by degeneration of hypophysis (pituitary) resulting in deficiency of pituitary hormones.
Common clinical manifestations are growth retardation, retention of secondary hairs (puppy coat) with signs
of alopecia. The affected dogs can have normal size during the first weeks of their lives. Between the 3rd and
the 4th month of age the differences are already evident.

Mutations that cause pituitary dwarfism are inherited as an autosomal recessive trait. That means the disease
affects dogs with P/P (positive/positive) genotype only. The dogs with N/P (negative/positive) genotype are
considered carriers of the disease (heterozygotes), they are healthy but they can transmit the mutation on
their offspring. In offspring of two heterozygous animals following genotype distribution can be expected: 25
% N/N (healthy non-carriers), 50 % N/P (healthy carriers) and 25 % P/P (affected).

Method: SOP171-dwarfism, fragment analysis

Date of issue: 04.06.2021
Date of testing: 03.06.2021 - 04.06.2021
Approved by: Mgr. Martina Safrova, Laboratory Manager

Genomia s.r.o, Republikdnska 6, 31200 Plzen, Czech Republic
www.genomia.cz, laborator@genomia.cz, tel: +420 373 749 999

Report verification code is: 6CNT-MR28-DM4F-DYAR-244D. You can verify report online at www.genomia.cz
Without a written consent by the lab, the report must not be reproduced unless as a whole.
The result refers only to the sample as received. Genomia is not responsible for the accuracy of the information provided by the customer. 1/1
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