CHROMOLAS

Hay4yHO-NabopaTopHbIN KOMMEKC

Pesynprar uccnenoanus Ne 0000103323 ot 10.06.2025

®U1O: TECT TECT
Jara poxxaeHust:

IToi: XK

[Hara B3sarus 6uomarepuana: 10.06.2025
[Hara peructpanuu: 10.06.2025

Bpau:

EI/IOMaTepI/IaJ'I: KpOBb

Otnenenne / xapra: /
CrpaxoBas xommaHus: N/A

Ne monumca:

Homep o6pasma: *0000103323*

Hccnenopanne DOJIE3HB KpOHa

®enorun  boJsiesns Kpona

Pesyabrar:
I'en HasBanue rena Bapuant I'enorun Puck
NKX2-3 NK2 xoym6oxc 3 n.376C>T G/A IMoBbImIeHHbII
NOD2 NOD-nono6usI#t penentop 2 (6emok, co- | ¢.2722G>C; p.Gly908Arg Gly/Gly CpenHenony S IHOHHBII
Jiep Kaliiii HyKJI€OTH/ I-CBA3BIBAIOLIUHN J10-
MeH 2)
NOD2 NOD-nono6usI#t penentop 2 (6emok, co- | ¢.2104C>T; p.Arg702Trp Arg/Arg CpenHenony s IHOHHBII
Jiep Kaliiii HyKJI€OTH I-CBA3BIBAIOLIUHN J10-
MeH 2)
PTPN2 TuposunoBas ¢ocdarasa, HepernropHblit | g.12779948G>T G/T IoBbImIEHHBIT
I 2
Pacwugposxa puckos:

puck «IIpomexmusnviiiy — OR 0—1; puck « Cpeonenonynayuonnsitiy — OR 1; puck «Ilosviwennviiiy — OR 1-3; puck «Buvicokuiiy — OR 3-5.
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CHROMOLAS

Hay4yHo-nabopaTopHbIN KOMMEKC

3akJjaou

NKX2-3(n.376C>T) IIpenpacnonoxeHnocts k Ooine3nn KpoHa cBsizaHa ¢ HapylICHHSIMH OapbepHOU
(DYHKIWHU STIATENUS KUIICYHUKa Wi uMMyHuTeTa. Tak, y NKX2-3-nedumurabx
MBIIIEH HAOMIOANCh Cephe3HbIE Ae(PEKTHI JMUTENNS, TPEUMYIIECTBEHHO, B TOHKOM
kumeuHuke. Kpome Toro, y HUX UMENNCh aHOMaJIMH B CTypType cenie3eHku U llefipo-
BBIX OJISIILIEK, aHOMAJIMKM B MUI'paluy U cerperauuu B- u T-nmumdonuros. s monei
HOCHUTEJBCTBO OfHOTO ayutens G rmoBbImaeT puck pasButus 6one3nn Kpona B 1,2 pa-
3a [0 CPaBHEHUIO co cpemHenonysuonHsM (PMID: 18936107; PMID: 17554300).

NOD2(c.2722G>C; p.Gly908Arg) BrisBreHHBIN TEHOTHIT 110 YKa3aHHOMY BapUaHTY T€Ha He CBSI3aH C PUCKOM Pa3BHTHUS
OMHUCHIBAEMOro ()EHOTHIIA.

NOD2(c.2104C>T; p.Arg702Trp) BerlIsBEeHHBII I€HOTHII IO yKa3aHHOMY BapHAHTY I'€Ha He CBSA3aH C PUCKOM Pa3BUTHUS
OTIMCBIBAEMOTO (hEHOTHIIA.

PTPN2(g.12779948G>T) Mexanu3Mbl matoreHe3a 6one3Hu KpoHa HEZOCTaTOYHO XOPOIIO M3YYEHBI, OJHAKO,
¢ 0oJIBLION NoNIeil BEPOSITHOCTH, €r0 Ba)KHOW COCTABIISIONICH SIBISETCS HapyllIeHHEe
PEryIsiMd HMMYHHOTO OTBETa Ha CHHAHTPOITHBbIE OaKkTepHH, NedeKThl GaphepHOH
(YHKIMU CIM3UCTON 000IOUKH KHIIEYHUKA U OaKTepHaibHOro KiaupeHnca. Hocurenn
oxHoro amienst G uMeroT 1,3-X KpaTHBIN MO CPAaBHEHHUIO CO CPEAHETIONYIIAHOHHBIM
pHck 3a0osieBanus 0one3nbpio KpoHa, a Taoke quaderom 1-ro tuma.(PMC2719288)

Ten NKX2-3 2 xoym60xc 3

@Dynakuusa resa  Ten NKX2-3 koaupyer roMeooMeH-COIep KAl TPaHCKPUIILIHOHHBIN (akTop n3 cemeiictBa NKX TpaHCKPHITIHOHHBIX
taxropos. [Ipuanmaer yuactue B auddepeHpoBke kiIeTok. MyTaly B 3TOM TeHe CBS3aHbI ¢ Oone3Hbio KpoHa.

T'en NOD2 -nono6usIi penenTop 2 (6enoK, copepkamunii HyKJICOTH I-CBI3BIBAIOIINI JOMEH 2)

@Dynkuusa reHa Ten NOD2 sBisiercs wienom cemeiictBa Nodl/Apaf-1 u xogupyer 2 nomena aktuBanun kacnasbl (CARD) u 6 neifunH-
oboramenHbx noBTopoB (LRRS). Dxcnpeccupyercst npenMyIiecTBEHHO B JISHKOIUTaxX mepudepndeckoid kposu. Urpaer
pOJIb B IMMYHHOM OTBETE Ha BHYTPUKIIETOUHBIE OakTepHanbHble munononarcaxapuasl (LPS) u Takoe mponsBopHOE OT HHEX,
kak Mypammi-gunentun (MDP), a Takxke B akTHBAlMH SIIEPHOTO TpaHCKpUMuoHHOTro (aktopa NF-kappa-B. Myrauuu B
9TOM TeHE acCOIMMPOBaHEI ¢ Oone3nsio Kpona u curnpomom biay.

Ten PTPN2 Tuposunosas pocharasa, HEPEUNTOPHBIH THIT 2
@DOynkuusa reHa Ten PTPN2 koaupyer 6eloK, ABISIOIIMICSA YWICHOM CEeMEHCTBa MPOTEHH-TUPO3uH(pocharas. Y 4jIeHOB 3TOro cemeicrsa
HMEETCsl BBICOKO KOHCEPBATHBHBIN KaTaIUTHYECKHH MOTHB. [IpoTeHH-THPO3uH(MOCOATA3BI SBISIOTCS TAKKE CUTHATBHBIMU
MOJIEKYJIAMH, KOTOPBIE PETYAUPYIOT TaKKUe MPOLECCHI, KaK POCT KIETKH, AuddhepeHIHaius, MUTO3 U OHKOT€HHas TpaHCchop-
manust. Cyberparamu poTerH-TUpo3nH(ocdarassl SBISIOTCS PELENTOp MUASPMAILHOTO (akTopa pocTa U aJanTOPHBIN
6emnox Shc.

Jdara: 11.06.2025 Bpau-renerux : Ko6mosa 10.K. Tloanucen:
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