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2. Canxkm-Ilemepoype

AKTYyaJIbHOCTB. J[MarHoCTUKa CUHAPOM AJaXWJUISI IPEACTAaBIISIET 3HAUUTEIbHBINA Hay4HbII
MHTEpEC BBUJAY CBOETO MYJIBTHCUCTEMHOTO TEHETHUYECKOTO HapyIIeHUus C BapuadenbHOU
HKCHPECCUBHOCTBIO. OCO0YI0 3HAUMMOCTh MPUOOPETACT aHAIU3 KOPPENSIUH T'C€HOTHII-(DEHOTHII,
yUuTBIBas BapuabenbHyl0 neHerpaHTHocTh MyTammid JAGI/NOTCH2. Knuauyeckuii ciydai
JEMOHCTPUPYET BaXHOCTh KOMIUIEKCHOI'O IIOJXO0Ja, BKJIIOYAIOIIEIO0 COBPEMEHHBIE METO/BI
TeHETUYECKOM TMAarHOCTUKU U MYJIbTHIMCIUIMHAPHOTO HAOIIOACHUSI.

Hesab: M3ydeHHE KIMHUYECKOTO CIydas CHUHIpOMa AJaXWIUISA, MaHHU(ECTUPYIOIIETO B
HEOHATAJIbHOM IIepHO/Ie, UMEIOIIET0 CI0KHOCTH U PepeHINaTBbHOIO JUAarH03a U JICUCHHUS.

Matepuanbl W Metoabl. l3yueHsl wucropuu OONE3HM HOBOPOXKAECHHOTO, TPOBEIEH
KIMHUYECKUH OCMOTp peOeHKa B OTACNCHHM MAaTOJOTHM HOBOPOXKICHHBIX M JETell TIpyIHOTrO
BO3pacTa.

PesynbTraTrhl M HMX o0cy:kaeHue. J[eBouka mocTynuia B IEpUHATaNbHbIA IEHTp CaHKT
[TerepOyprckoro neauarpudeckoro meaunuackoro yausepcurera (I CIIITIMY) ¢ auarHo3om:
BIIC: TI'umomna3zus (mono3penHue Ha arpesuro) jeroynoi aprepun. JAMXII nepumemMOpaHO3HBIH.
OAIIL OOQ, B Bo3pacte 7 aHeil.

JeBouka ot IV GepemennocTr. bepeMeHHOCTh poTekana Ha pOHE aHEMHH JIETKOW CTENICHH,
XPOHUYECKON HUKOTHHOBOW MHTOKCUKaMKU. CHHAPOM 3a1ep>KKku pa3Butus miona. Poast 11 cpounsie
B 38 Hexens. Omenka mo mkane Anrap: 8/96. MarnoBecHast /Ui recTalfdOHHOTO Bo3pacta. Ilpu
HaOJIIOCHUHU B POA.JOME C | CYTOK >KM3HU BBICIYIIMBAETCS rpyOblil cuctonuueckuit mym. Ha 5
cytku xku3Hu BbinojHeHa DXO-KI' — BIIC: Nmnomnasust (mogo3peHue Ha aTpe3vio) JErOYHOU
aprepuun. JIMXII nepumemOpanossbiii. OAIl. OOO. Hauara undy3us Anmpocrana. [leBouka
nepesenena B [11] CIIBI'TIMY.

C 7 nmHSA XKU3HU TOBBIIIEH NpsAMoi OunupyOuH 62,6 MKMOIb/1, oouwit ommnpyoun 123,50
MKMOJIb/, B JWHAaMHKE HapacTaHWe TpaHCaMUHa3 Ha (oHe BocmamurenbHOro mpomecca. Ilo
pe3ysibTaTaM HMHCTPYMEHTAJIBHBIX HccienoBaHuil Ha 15 cytku xu3Hu AHruo-KT: KT-npusnHaku
BIIC: atpesuss nerounoit aprepun (IV tum). JIMXKIIL. Ilpoeneno Y3U OpromrHo# mosiocTu:
BBISIBJIEHB! IIPU3HAKU TMIIOIUIA3UM JKEIYHOTO Iy3bIps, MOJO03PEHUE HAa aTPE3UI0 JKEITUEBBIBOAAIINX
nyteit. Ha 22 cytku xu3nu nposenena MPXIIIL: xenuHblif my3slps pazmMepamu okoio 1,9 * 0,5 cm,
CTEHKM 3HAuuMO yToimieHbl. Ha 35 CyTku W3HM BBINIOJIHEHA JIAaIApOCKOIMYECKasl KpaeBas
PE3EKLMsI IEUEHU I TUCTOJIOTUU: OTMEUYAIOTCS MHOXKECTBEHHBIE X0JIECTa3bl HHTPALEIUIIONISIPHO, B
KEIIYHBIX KallWuIApaX U €QUHUYHBIX JKEIYHBIX MPOTOKAX. B MOpTanbHBIX TpakTax BBIABISAIOTCA
€IMHUYHBIC MEJKHE J>KEIYHbIE MPOTOKH, PACIOJIOKECHHBIE MPEUMYIIECTBEHHO Ha mepudepuu.
Pebenky nposeneno NGS B 00beMe TapreTHOro CeKBEHHpPOAHUs maHenu reHoB «HacnencTBenHsie
6one3nn c¢ marosorueit meuenm» (MI'HLI, r. MockBa), mo pe3yibTraTaM KOTOpPOTO BBISBICH
[IATOTEHHBI TeTEpO3UITHBIN BapuaHT B reHe JAGI, acconuumMpoBaHHBIA C CUHIPOMOM AJaKUIUIA
tuna 1 (OMIM#118450). Knunuuecku (BIIC, runomuasust sea4HbIX TPOTOKOB MEYEHU, CUHAPOM
Xojecra3za) NpoOaHI COOTBETCBYET BBISBICHHONH CHHAPOMAIBHOW IaTOJNOTHH, HE BBI3BIBACT
COMHEHUS 0 TEYEHUH CUHApOMa AJIaWIIIs.

BoiBoabl. /laHHBI cilydall OKa3ajCs AUArHOCTUYECKH TSKEIbIM, TaK KakK HM3HA4albHO
PETUCTPUPOBAIOCH MHMMOE OJarornoyiydne W TOJbKO JAMHAMHUYECKOe HalmroeHue 3a peOeHKOM
MOKa3aJl0 TUIMHWYHYIO KJIWHUKO-Ta00paTOpHYIO0 KapTHHY CHHApoMa Anaxwuist. JlanbHeliee
HabOmroeHne TpeOyeT TECHOTO B3aWMOJEHCTBHS KapJIHOJIOroB, KapAHOXUPYPIrOB, TelaToJIOrOB,
JUETOJIOTOB.
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