CepTudukar o pesynbrartax #012345

[leTeKkTpoBaHue mytauumn
¢.[1297T>C;1299C>T] reHa L2HGDH,
ABNALWeENcA NpuymHon 6onesHn L2HGA y
Craddopalumpckmx 6ynbTepbepos.

KnueHT: Jan Novék, Dlouha 1, 30000 Plzen, Czech Republic
TecTnpoBaHHbIil o6pasely:

Obpasel;: 21-12345

[aTa nonyyeHuna aHanmsa: 01.02.2021

Wccnepyemblil MaTepuan: KpoBb

MHpopmaums, npenoctaBneHHas 3aKa3umkom:

Uma: Lassie DEMO

MNopopaa: Plemeno

Homep Tatynposku: 1392013

Mukpouwnn: 123 456 789 012 345

PerncrpaumoHHbinn Homep: REGQ12345

[eHb poxkaeHuna: 1.1.2020

MNon: camka

[ata Bbl6opkun: 01.02.2021

Mpwu B3aTKK 06pasua 6biia NpoBepeHa TNYHOCTb XXUBOTHOTO.

PesynbTtat: MyTauma He 6bina getektnposaHa (N/N)

Mpumeyvanua: N/N = HopmanbHbI reHoTun. N/P = HocuTenb myTauun. P/P = MyTupoBaHHbI reHoTUn (y >KMBOTHOTO, CKOpee BCero,
npoauTcs 6onesHb). (N = HeraTMBHbIN; P = NO3UTUBHDII)

KommeHTapwmin K pesynbraty

Bbino npoBeseHo obcnefoBaHNe Ha Hanuume/oTcyTcTBre MyTaummn c.[1297T>C;1299C>T] B ak3oHe 10 reHa
L2HGDH, kogupytoLiem sH3uM L-2-rugpornyTapoByto ferugporeHasy. Mytaums agnaeTca npuunHon 6onesHu
nof HaseaHvem L-2-rupgpokcurnytapoBas aumpypusa (L-2-HGA) y cobak nopogbl Craddopaumpckmx
6ynbTepbepoB. Aunaypus 3TO HelpomeTabonmueckoe 3abonieBaHWe, KOTOpPOE BbI3blBaeT pasfiMyHble
HeBponornyeckme npobriembl, BKoUYasa NCUXOMOTOPHYIO peTapAaLuio, TPUCTYNbl U aTakCuio.

MyTauua nepepaeTca ayTOCOMHO-pPELIECCMBHBIM HacnefoBaHueM. 3aboneBaHue nposABnAeTca y ocoben,
KOTOpble MONYYUNIM MYTUPOBAHHbLIN reH oT oboux poauTenen. [daHHble ocobn obo3HauatoTcAa Kak P/P
(MyTMpOBaHHbIN romMo3uroT). Hocutenun MyTMpoBaHHOro reHa, obo3Hauaemble Kak N/P (reteposuror),
NonyyYMnn MyTUPOBAHHBIN FeH NULWb OT OHOrO U3 pPoaUTenel, KNMHNYECKe Npru3Hakn 3abonesaHna y HUX
OTCYTCTBYIOT; OfHaKo HocuTenu nepefarT 3abonesaHne CBOMM MOTOMKaM. TeopeTuyecku B pesynbTaTe
cnapviBaHua aByx reteposurot (N/P) 25% notomctBa 6yayT 3n0poBbiMuy, 50% 6yayT HocuTenamu, a 25 %
NMOTOMCTBA YHaC/IEAyIOT OT CBOMX poAuTenell MyTMpoBaHHbIe reHbl 1 6yayT cTpagaTb AaHHbIM reHeTUUYEeCKNM
3aboneBaHuvem.

MeTopa: SOP175-L2HGA, MLP-ACA B peanbHOM BpemeHU
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