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v’ Pestome

B cmamuve ompasicena Ighhexmusnocms CKpUHUPYIOWUX MEMOO08 OUAZHOCMUKU 3A001€6AHUS
Bunscena-Konoeanosa y oemeii. Hcnonvzosanue Komounayuu K1uHu4ecKux CUMRMOMO8, OGHHbIX
nabopamopuvix U (YHKUUOHAIbHBIX  MEMO008  UCCIe008AHUA:  CHUMCEHUE  YPOBHA
UUPOSIONNA3MURA, NOGbIULEHIE IKCKPEYUU MeOU C MOYOIl, OAHHblE YIbMPA36YKO6020 UCCIE008AHUS,
Hanuuue koney Kaiizepa @Dneitwepa u mMonekyiaApHo-2eHemMu4ecKoe UCC1e008anue no3eoaaom
eepuuyuposams ouazHo3

Knioueevie cnosa: oonesnv Benvcena-Konoeanoea, oOemu, cKpunupyiowjue memoowl
OuazHoCmMuKu 3a001e6anus

BOLALARDA UILSON-KONOVALOV KASALLIGINI ANIQLASH UCHUN SKRINING
USULLARINING SAMARADORLIGI

Muratxo'jayeva A.V., Hamdamova E. S.

Toshkent pediatriya tibbiyot instituti, O‘zbekiston 100140, Toshkent, Bog‘ishamol ko‘chasi 223,
tel: 8 71 260 36 58 E.mail: interdep@tashpmi.uz

v Rezyume

Magolada bolalarda Vilsen-Konovalov kasalligini tashxislash uchun skrining usullarining
samaradorligi aks ettirilgan. Klinik alomatlar kombinatsiyasidan foydalanish, laboratoriya va
funktsional tadgigot usullari ma‘lumotlari: siroloplazmin darajasining pasayishi, siydik bilan
misning chigarilishini ko'payishi, ultratovush ma'lumotlari, Kaiser Fleischer halgalarining
mavjudligi va molekulyar genetik tekshiruv tashxisni tekshirishga imkon beradi

Kalit so'zlar: Velsen-Konovalov kasalligi, bolalar, kasallikni aniglash usullarini skrining gilish

THE EFFECTIVENESS OF SCREENING ISA METHOD FOR DIAGNOSING WIL SON-
KONOVALOV'SDISEASE IN CHILDREN

Muratxo'jayeva A.V., Hamdamova E. S.

Tashkent Pediatric Medical Institute, Uzbekistan 100140, Tashkent, 223 Bogishamol St,
tel: 8 71 260 36 58 E.mail: interdep@tashpmi.uz

v" Resume

The article reflects the effectiveness of screening methods for the diagnosis of Wilsen-Konovalov
disease in children. The use of a combination of clinical symptoms, laboratory data, and functional
research methods: decreased cyroloplasmin levels, increased urinary copper excretion, ultrasound
data, the presence of Kaiser Fleischer rings, and molecular genetic testing make it possible to verify
the diagnosis

Keywords: Velsen-Konovalov's disease, children, screening methods for the diagnosis of the
disease
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AKTyaJbHOCTH
one3Hb Bunbcona — KonoBanoBa (bBK), remaronmeHTHKyssipHasi AereHeparsi, TE€HETHYECKU
E o0ycIoBIIeHHOE HapylieHHe OOMEHOB METAJJIOB, BO3HHKAIOIIEEe B pe3ylbTaTe MYyTallid TeHa
ATP7B, xotopslii KomupyeT TpancMeMOpanHbiii 6enok AT®a3y 7B, oTBeTCTBEHHBI 3a BHIBEICHHS €€
B niepysomiasmut. [3, 6, 10] Ipu manHOM 3a00J€BaHHH POUCXOUT MPOrPECCUPYIOIIEE HAKOTIIICHHE
MeH B JKEeTIHbIE TIPOXO/IbI BCTpanBaHKE €€ B mepyiormia3mMuH. [lpu nanHoM 3a001eBaHIH TIPOUCXOTUT
Hporpeccupyoliee HaKOTUICHHE ME/IM B Pa3IMYHBIX OpraHax M TKaHsx [2, 4, 8, 9].

Knunnveckast kapTuHa 3a00JIeBaHMS XapaKTEPU3yeTcsl 3HAaUNTEIbHBIM TOTUMOPPU3MOM, KOTOPBIN
MIPOSIBIISIETCSI BapHaOeIbHOCTHIO BO3pacTa MedioTa, pa3Hoo0pa3ueM KIMHHIECKHX (POPM U CHMITTOMOB
3aboneBanHnst, TOKECThIO mposienus. [1, 5, 7] DOt ocobeHHoCcTH 3a00J€BaHUS OIPENEISIOT
3HAUUTEIBHBIC TPYIHOCTH panHel auarnoctuku bBK.

Henp wuccaenoBanus: omnpeaenuTb 3(P(GEKTHBHOCTh CKPUHUPYIOMINX METOJIOB ITHATHOCTHKH
6one3nn Bunbcona-KoHoBanoBa y meTeid.

Matepuan u MeTO1 HCCIeT0OBAHUS

[lonx Habmronennem Haxoawiwch 32 narnuenta ¢ bBK. Bee manuenTam npoBoaniniocs onpeaeneHue
CBIBOPOTOUHBIX  amuHoTpaHcdepaz (AnT, AcT), onpeneneHue YpoBHS  CBIBOPOTOYHOTO
LepYJIOIIa3MUHA, CYTOYHOH SKCKpelMU MeOu ¢ MOUYOH, O(TanbMOJIOTMYECKOe MHCCIEeJOBaHHE Ha
npeameT BbLsiBIeHUs kojel Kaitzepa-®Danelimepa. MoneKyIsipHO-TEHETUYECKOE UCCIEIOBAHUE T'€HA
ATP7B.

JaHHple TONMy4YEeHHBIE B peE3ylbTaTe HCCIEIOBAaHUA OBUIM CTaTHCTHYECKH 00paboTaHbl ¢
MCTIONB30BaHueM mporpamMmbl Microsoft Excel-2019, ¢ momorip BCTpoeHHBIX (YHKIMA C YIETOM
MPOIEHTHOTO COOTHOIIEHHs, cpemHed apudmerndeckoir (M), CTaHAAPTHOTO OTKJIOHEHHS (m).
JlocTOBEpHOCTD TaHHBIX BBICYUTHIBAIH TI0 MeToty CThIOJICHTa MPH JOBEPUTENHEHOM KOMUIHEHTE, t>2,
MIPU BEPOATHOCTH AOCTOBEPHOCTH JaHHBIX p<0,05.

Pe3yabTat u 06cy:KaeHne

W3 32 nmanueHToB B Havaie 3a00JieBaHHS BBISIBHIICS HU3KUI YPOBEHb IEPYJIOIUIAMHHA, KOTOPBIA
cocrapisut 0,218+0,02 mmomne/i (P<0,05). [lepBeiMu cumntomamMy MaHupecTaru 3a00IeBaHuUs, TPH
OTCYTCTBHM HEBPOJIOTHUECKOW CHUMITOMAaTHKM B JeOroTe OoJie3HH, SBJSUIOCH IOBBILICHHE
UTOJUTHYCCKOM aKTUBHOCTHU MeueHOYHbIX depmenToB: AcT - 115,35 En/m; AnT — 158,1+8,9 En/n
(P<0,001), memounas docdaraza — 245,5£5,9 En/n (P<0,01). Onpenenenue cBOOOJHONW Menu B
ceiBopoTke KpoH 8,0+£0,05 MMomnb/cyT, cyTounast Menb B Mode — 6,042,3 mxmons/cyT (P<0,05).

Komnpua Kaitzepa-®neitmepa Beigsiaensl y 11 u3 32 manpenToB. B kauectBe nmpumepa NpuBOIUM
cioyuait mammeHnTtku ¢ BBK. HeBouka & mer Bb.M., oOpaTwiack B MEIHKO-TEHETHYECKOE
koHcynbTatuBHOE otaenenne PCHIIL[3MuP. B Bospacre 7 sieT npu mpoBeaeHNH MTPOGHIaKTHIECKOTO
o0ciiegoBaHus OBUIO BBISIBICHO YBEJIMYEHHE IEYEHH M IOBBIIICHHWE IEYCHOUYHBIX TPaHCAMUHA3 B
ceiBopoTke kpoBu (AnT-297 EN/m; AcT — 214 EJl/n). Meromom TP u MDA y pebenka ObLIM
UCKITIOYeHbI BUpYycHBbIe TenatuTsl A, B, C u Jl. Tepanus npenaparamu 3ceHIHAIBHBIX Goconunumon
He J1ajia MMOJIOKUTENBHOTO 3 dexTa.

[Ipu ocMoTpe peOEHOK PaBUIILHOTO TEIOCTIOKEHHUS, YMEPEHHOTO ITUTAHMUS, XKaJl00 HE MPEIbSIBIISET.
[lpu manpmanuu OTMEUYaeTCs yBEJNUYEHHE TCUCHU: HIDKHSS TPAaHUIA TEPKYTypHO W IMajbIIaATOPHO
ompeiessuIach U3-oj Kpast pedepHoit ayru +3,0 cM, o nepenHei moaMeinieyHoi tuann +3,0 cM, o
cpenHel KiIrounyHOW JUHAKM — 5,0 CM, MO CpPEeIWHHOW JHMHWW Kpall TMEYeHH 3aKpyTieH, MATKOH U
AMACTUYHON KOHCUCTEHIINH, Oe3 Oone3HeHHas. Cene3eHka He NabIIIPOBaIach.

Hesposornueckoii CHMITOMaTHKH IPU OCMOTpPE HE OTMEYAIIOCh.

[Ipu oOcnenoBaHNY B OMOXMMUYECKHX aHATN3aX KPOBHU BBISABICHBI CUMITOMBI ITonu3a (AnT-302
EJl/n, AcT — 207 EJI/n), xonecraza (I'TT — 103 EJl/1, menounas ¢ocharaza B HopMme). HapymieHue
O0enpyOMHHOBOTO 0OMEHa He perucTpupoBaiock. CHHTeTHYECKas! PYHKIHS EYEHH COXpaHEHa.

[Ipu Y3U opranos OpromHo#i NOJIOCTH: [I€YeHb YMEPEHHO YBEIMYEeHA B pa3Mepax (BepXHUH HIKHUNA
pasMep JieBoi 10iu — 65 MM; ipaBoii — 106 MM), KOHTYp IIeYeHH POBHBIH, TAPEHXUMA C MEJIKOOYaroBon
TG Qy3HON HEOTHOPOJHOCThIO Ha (oHe oOIIel MOBBIIEHHOH 3XOreHHocTH. Jluamerpa cTBoia
BOpOTHOH BeHBl — 6 MM. Cene3eHka 0e3 0COOEHHOCTEH, AMaMETp CENe3eHOYHOH BeHBl — 3 MM (HE
pacIIiupeH).

N
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Ha ocHoBanun PE3YJIbTAaTOB IPOBCACHHOI'O KHI/IHI/IKO-Jla60paTOpHOI‘O U HUHCTPYMCHTAJIBLHOI'O
HCCIICIOBAHUA OBLIIO CACIAHO CJIEAYIOIIEEC 3aKIIHOYCHHC! XpOHI/I‘ICCKI/Iﬁ renaTur C IIpU3HAKaMU
JKHUPOBOI'O rerarosa.

3akiaoueHue

CrIBOpOTOYHAS KOHIIEHTpaIus Iepynoruiasmuaa cHmxkera Ha 0,19 mmons/n. Komena Kaiizepa-
Oneiimepa npu 0PTATEMOIOTMYECKOM OCMOTpPE ILEJNEBOM JIAMIIOH: Ha POTOBHIE HE3HAUHUTEIHHOE
HarnbUICHHE.

IIpn wmccienoBaHWM CYTOYHONH MM AKCKPEIMH C MOYOW OBUIO BEISBICHO MOBbIIIeHHE §,18
MKOJIB/CYT.

HAns  oxoHYaTenbHOHW  Bepu(UKAMKM  JUAarHO3a MPOBEJCHO  MOJIEKYJISPHO-TEHETHUECKOE
uccrnenosanre rena ATP7B, BersaBneHo nannumne mytannu ¢3207C> A B TOMO3UTOTHOM COCTOSTHHHL.

Takum 00pa3oM, HCIIONB30BaHUE CKPUHHUPYIOIIUX METOAOB HCCIECIOBAHUS, BKIFOYAIOITNX:
ompeiesicHIe YPOBHS ITUPYIIOIIa3MUHA B KPOBH, Haimuue kojel Kaizepa-dreifmepa, onpeaeneHme
CYTOYHOH JKCKPEUUH MEOH C MOYOH, pe3ynbTaThl OMOXMMHYECKHUX HCCIIEIOBaHHN TpaHcdepa c
BBICOKOH CTEIEHBI0 BEPOSTHOCTH ITO3BOJISIET YCTAHOBUTH MPEANOIOKHUTEIBHBINA AHATHO3, KOTOPKIHA
BepuUIIPYETCST MOJIEKYJISPHO-TeHETHYECKUM HcciieioBanreM reHa ATP7B nipu roMo3UroTHOM HITH
KOMITayHT T€TePO3UTOTHOM HOCHUTEILCTBE MATOJIOTHYECKOTO TeHa.
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