Morozov S.L. @0000-0002-0942-0103
Voinova V.Yu. @ 0000-0001-8491-0228

Alekseeva E.A. @0000-0002-7035-1362
Dlin V.V. @ 0000-0002-3050-7748

Jluteparypa

1. Unger S, Bohm D, Kaiser F.J, Kaulfuss S, Borozdin
W, Buiting K, Burfeind P, Bohm J, Barrionuevo F, Craig A,
Borowski K, Keppler-Noreuil K, Schmitt-Mechelke T, Steiner
B, Bartholdi D, Lemke J, Mortier G, Sandford R, Zabel B,
Superti-Furga A, Kohlhase J. Mutations in the cyclin family
member FAM58A cause an X-linked dominant disorder
characterized by syndactyly, telecanthus and anogenital and
renal malformations. Nature Genetics. 2008; 40: 287-289.
d0i:10.1038/ng.86

2. Green AdJ, Sandford RN, Davison BC. An autosomal
dominant syndrome of renal and anogenital malformations
with syndactyly. J. Med. Genet. 1996; 33 (7): 594-596. PMID:
8818947 PMCID: PMC1050669

3. Kaijser K, Malmstrom-Groth A. Ano-rectal abnormalities

© Koanexmue agmopos, 2018

as a congenital familial incidence. Acta Paediatr. 1957; 46 (2):
199-200. PMID: 13424267

4. Blackburn C. STAR Syndrome. Advances in
Neonatal Care. 2015; 15 (4): 269-273. DOI: 10.1097/
ANC.0000000000000207

5. Orge FH, Dar SA, Blackburn CN, Grimes-Hodges S,
Mitchell AL. Ocular manifestations of X-linked dominant
FAM58Amutationintoesyndactyly, telecanthus,anogenital,and
renal malformations (‘STAR’) syndrome. Ophthalmic Genetics.
2016; 37 (3): 323—-327. DOI: 10.3109/13816810.2015.1071407

6. Orge FH, Dar SA, Blackburn CN, Grimes-Hodges S,
Mitchell AL. CDK10/cyclin M is a protein kinase that controls
ETS2 degradation and is deficient in STAR syndrome. PNAS.
2013; 110 (48): 19525-19530. PMID 24218572

DOI:10.24110/0031-403X-2019-98-2-268-271
https://doi.org/10.24110/0031-403X-2019-98-2-268-271

o 2

A.M. Hyrmanosa!, C.A. Aukan6aesa?, I.H. Yunraesa?, 3.E. KymaryaoBaZ,
X.C. Dwankyros?, b.M. Ayesxanos?

KAVMHUYECKU CAYUYAWM TIEPBUUYHONM THUIIEPOKCAAYPUU
1-ro TUIIA

IKazaxCckui HallMOHAABHBIN MeAMIIMHCKUN yHUBepcuTeT uM. C.A. ACeHAUIPOBa,
2Ka3axcTaHCKO-PoccuicKui MeAUITMHCKUHM yHUBepcureT, I. AAMaThl, Kazaxcran

CraThda mocBsAlIeHa HACJEICTBEHHON IATOJOTHHM O0OMEHAa IJIMOKCHJIOBOW KHCJIOTHI, XapaKTepusy-
IOUIEeHCa PelUIUBUPYIONIUM OKCAJATHBIM, KAJbIMEBHIM He(POJIUTHA30M, NPUBOAAIIMM K Tep-
MHMHAJbHON XPOHUYECKON IMOYEYHOH HEeTOCTATOYHOCTHU. B mpeacraBieHHOIl padoTe 00CY:KIAIOTCS
TeYeHNe U MPOrHO3 MEePBUYHONH TUIEPOKCAJYPUM C JEMOHCTpPAUMeill KIMHUYECKOro HaGII0IeHus:t,

Heo0XOJUMOCTh PAaHHEH TUATHOCTUKM 3a00J€BaHUA C I[eJIbI0 PellleHuA BOIPOca O BHIe M CPOKax
IPOBeIeHN A TPAHCILIAHTAIUN OPTaHOB.

EKntoueévie cnosa: zunepokcairypus, He@poKaibluHo3, MPAHCNLIAGHMAYUSL NeYeHU U NoYeK.

Hum.: A.M. Hyemanosa, C.A. Juxanbaesa, I''H. Yunzaesa, 3.E. ‘Hymazynrosa, X.C. dwankynros, 5.M.
Ayesxanos. Knunuveckuil cayyail nepsuynoil ezuneporcaaypuu 1-zo muna. Ileduampus. 2019; 98 (2):
268-271.

A.M. Nugmanova!, S.A. Dikanbaeva?, G.N. Chingaeva?, Z.E. Zhumagulova?,
Eh.S. Eshankulov?, B.M. Auyezkhanov?

CLINICAL CASE OF PRIMARY HYPEROXALURIA TYPE 1

1 Asfendiyarov Kazakh National Medical University; 2Kazakh-Russian Medical University, Almaty, Kazakhstan

Contact Information:

Nugmanova Aigul Maratovna — MD., associate prof.
of Pediatric Disciplines Department, Kazakh-Russian
Medical University

Address: Republic of Kazakhstan, 050004,

Almaty, Torekulova str., 71

Tel.: (7701) 577-84-93,

E-mail: aigulmaratovna@mail.ru

Received on Sep. 26, 2018,

submitted for publication on Jan. 30, 2019.

Konmarxmnas ungopmayusn:
Hyzmanoea Atizynv Mapamoéna — 5.M.H., TOII.
Kad. meguaTpUYeCKUX AUCIUILINH KasaxcTaHCKO-
Poccuiickoro MefuIinHCKOTO YHUBEPCUTETA
Anpec: Peciy6simka Kazaxcran, 050004,
r. Anmarel, yia. Topekymaosa, 71
Tem.: (7701) 577-84-93,
E-mail: aigulmaratovna@mail.ru
CraTtbs moctrynuiaa 26.09.18,

268 npuHaTa K mevatu 30.01.19.




organ transplantation.

T'umepokcanypusi — peAKOe ayTOCOMHO-PEIeCCUB-
Hoe 3a0oJieBaHVE, B OCHOBE Da3BUTUSA KOTOPOTO JIEKUT
BPOKIEHHOEe HapyllleHne mMeTabosin3Ma OKcajaaToB. Tak,
B CTPYKType PAa3JWUYHBLIX IPUUYNH TEPMUHAIBHONU XPO-
HUYeCKOU moueuHoir Hemocrarounoctu (TXIIH) y mereit
runepokcanypus 1-ro Tuma, 1mo JaHHBIM HAITMOHATBHBIX
peructpor CIITA, EBponbsl, fImoHuu, cocrapiser MeHee
1% [1-3].

IIpuBoguM KIMHWYECKOe HaOJIIOJeHUWe IalueHTa,
HaxoAuBIIlerocsa mon HabaomenueMm B LleHTpe HedpoJio-
TMA W SKCTPAKOPIOPAJLHON MEeTOKCUKAINN YHUBEPCU-
TeTcKoW KamHuUKU Ne 1 r. AsMaThl, ¢ IIePBUYHOI ruIle-
poKcasypuei 1-ro Tumna.

Maapunk A.A., 14 jer, or OJU3KOPOACTBEHHOI'O
O6paka, V 6epemenHoctu, III pomoB. Macca Tesa mpu pox-
neunu 4000 r (75-# nepueHTUNb), LIuHA 57 cM (75-1 mep-
1eHTUJIb). B paHHeM mmepuoie 1 B IIOCIEYIONIEM OTMEUYAaeT-
csl OTCTaBaHuWe B pocTe. B aHaMHe3e — CO CTOPOHBI MaTepu
¥ OTIIa CJIydyau MOUYEeKaMeHHOU 00JIe3HU C TePMUHAIbHBIM
ucxonoM. Co cioB mamsbl, ¢ Masg 2012 r. B Bogpacte 11 et
MaJbUUK CTaJl JKajJ0oBaThCAd HA IEPUOAUUYECKHE T'OJIOB-
HBIE 60JI1, CJI1a00CTh, GBICTPYIO YTOMJISIEMOCTD, CHUMKEHUe
anneruta. He o6caenoBasicsa. Yepes 3 roja mociie mosBJe-
HUS BBIIEYKA3aHHBIX KAJ00 ObLI TOCHUTAJIU3UPOBAH B
YK Ne 1 B cBsI3U C IOSIBJIEHUEM OTEKOB HA HUYKHUX KOHEU-
HOCTSIX ¥ YMEHBIIIeHNeM KOJINYeCTBA MOUM.

ITepBBie pesyabTaThl O0CJIEIOBAHUA YCTAHOBUJIU
TePMUHAJIBHYIO CTAAUI0 XPOHUYECKON OOJIe3HU IIOUeK,
TpebyIoIell 3aMecTUTeabHOM moueunoii Tepanuu (XBII,
craguda 5D).

O6muit anmanusa Kpou: HB 91 r1/11, 3pUTPOIIUTEI
3+1012/;1, Ht 28—-82% , COD 43 mm/u.

Broxumuueckoe mcciaeqoBaHre KPOBU: TAIIEPa30Te-
mus (kpeatunuH 680—820 MmxMmoJb/J1, MoueBuHA 17-40,4
MMOJb/J), Kanui 3,6—5,1 mmonb/a, kanbrui 2—1,4-2,1
MMOJb/J, HaTpuit 135—-138-125-132 mmoub /a1, dochop
1,61-2,4-1,31 mmoab/ua, maparropmon 699-1116 ur/
w1, [IpusHaky 6eJIKOBO-9HEPTruUeCKOl HeJOCTATOUHOCTH
oTcTaer B (usMuecKkoM pasBuTuu: poct 138 cm, macca
rena 38,5 Kr, mHAeKc Macchkl Tena 20,2 Kr/m2, obmmit
0esiok 1asmel 67,9—48 r/n. AprepuanbHas TUIIEPTEH-
susa — All 150/90 mm pr. cT.

V3U u KoMITbIOTePHAas TOMOrpa(usi: MIOUYKHU PACIIOJIO-
JKeHbI TUIIMYHO, KOHTYPLI HEPOBHEIE, OyrpucThie. [IpaBas
mouka 6,6x3 cM, yMeHbIlleHAa B pasMepe, MapeHXuMa
0,7 cm, UCTOHUYEHA, YIJIOTHEeHa. B IpocBeTe MHOKECTBEH-
HbIe KOHKPEMeHTBI: MakcuMaabHOo auamerp 0,9 cm c
aKyCTUUYECKOM JOPOKKOM, KOTOpPas BBIABIAETCS M03a0U
OUeHb IIJIOTHBIX CTPYKTYp. JleBas mouka 6,4x2,7 cwm,
yMeHbIlIeHa B pasmepe, mapeaxuma 0,7 cMm, mCTOHYEHA,
ymoTHeHa. Hameuno-jmoxanounasa cucrema (4JIC) 1,6 cm.
9XOreHHOCTb C IBYX CTOPOH IIOBBIIITEHA.

The article describes the hereditary pathology of glyoxylic acid metabolism, characterized by
recurrent oxalate, calcium nephrolithiasis, leading to terminal chronic renal failure. Authors
discuss the course and prognosis of primary hyperoxaluria with demonstration of clinical
observation, requiring early diagnosis of the disease in order to decide on the type and timing of
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IOKI': cunycoBaa taxukapaus, 4CC 103 ymapa B
muH. HopmManbHOe MoioMKeHne 3JIeKTPUIeCKoil ocu cep/-
1na. [IpusHaxku rumepTpodun JEeBOTO KeJyI0UKa.

OXOKT: MuTpasbHBIA KJalaH — CTBOPKU TOHKUE,
IBUKEeHWe WX pasHOHAIpaBJIeHHbIe, perypruranus I
crerrenu. OcHoBaHUMEe aopThl 2,4 cM. AopTanbHBIA KJa-
MaH — CTBOPKHU TOHKNE, IOABUKHOCTH He OTpaHUYeHa,
peryprurarmusa I crenenu. TpuKycnugaabHbIi KJIalaH He
uameneH. Jlerounasa aprepusd (JIA) 2 cm. Knanan JIA He
usMeHeH. JleBoe mpeacepare — pasmep B Auactoay 2,1 cm.
JleBbIli KeaymoueK — KOHEUHBINM AMACTOJMUYECKUN pas-
mep nosioctu (KIPII) 5,1 cM, KOHEYHBI# CUCTOJNUYECKU
pasmep nosoctu (KCPII) 3,3 cm. duacronuueckuii 00beM
125 mu. Cucronuueckuit o0bem 44,8 Mii. Y aapHBIi 00beM
80 mu. Pparnus usrHanusa 64% . IlepuraparaaibHOTO
BBITIOTA HeT. 3aKJOUeHNe: TUIIePTPOPUsa MIOKap/1a JIeBO-
ro KeJayJouYKa, OTHOCHUTeJIbHAs HeJOCTAaTOUHOCTH aop-
TaJBHOTO KJallaHa, MUTPAJLHOTO KJjallaHa, peryprura-
nusa I crenenu.

HauaTsl ceamchl MPOrpaMMHOTO TeMOIHATINA3a II0
4 y 3 pasa B Hezmes0. Yepes 6 mMecsIeB 10 HACTOSHUIO
poauTesieil MpoBeeHA ollepaIus — aJlJIOTPAHCIIaHTAIIAS
POJCTBEHHOI MOHOPCKOI IMOUYKM (JOHOpP cecTpa Mmaru-
eHra). PaHHUI IMocjeoneparMOHHbBINA IEePUOJ ITPOTEKAaJI
cTabuiabHO, KpeaTuHuH cHu3uiaca mo 0,09 MKMOJIB/J.
TTonyuan MMMyHOCYIIpECCUBHYIO Tepamuio: Taxkpoaumyc
(Ilporpad) 5 mr/cyr—(AzBarpad) 5 Mr/cyT IJIIOKOKOD-
tukoctrepousl ('KC) (II8) — 5 mr/cyT. C menso npodu-
aakTuku [IMB-undexnuu Banranmukiaosup (BaabiiuT) B
nose 100 mr/cyT, nHeBMOIIMCTHOM nH(MpeKIuy — BucenTon
B nose 480 mr/cyT.

OnHako uepes MecsIl IIOCJe TPaHCIJIAHTAIUUA Jua-
THOCTHPOBAHO VyXYyAIleHWe QYHKIUKA TpPaHCIJIaH-
Tara ¢ HapacranumeMm asoremuu (KpeatTurHuH 280-360
MKMOJb/JI, MoueBuHa 12—18 MMOJB/J) U TrunepkaJue-
muu (6,7 mmouib/1). IIpoBesieHa KOPPEKIIUA KPU3a OTTOP-
JKeHus: myabc-Tepanusa Mertunanpeguausosonom (Coiy-
Menpon-500 mr/cyTt Ne 5), cearncsl remoguanmnsa.

B (despase 2013 r. mo HACTOAHUIO POAUTEIEI HAIM-
eHT BBIIUCAJICA IJid JeueHus B r. Ypymuu, KHP. Cynga
10 TPeJCTaBJIE€HHOH BBINNCKE, Y MAIlMeHTa OTMeUaJiuCh
akTuBanua [IMB-undexnuu u rpubxkoBasa ¢gJopa B moce-
Be KaJia. I[IpoBemeHa anTudyHrajabHasd U IPOTHUBOBUPYC-
Has Tepanusa. B cBsS3U ¢ OTCyTCTBUEM 3HAUUMOT0 aGer-
Ta OT IPOBOAMMOI Tepamuu, COXpaHeHWEeM as30TeMUH,
HE0O0XOAMMOCTHIO IPOBEJEeHUS TeMOAMAaNN3a, HaIllueHT
BHOBB BhLIeTes B PK 1 mocTynui B Hallly KIMHUKY B 9KC-
TPEeHHOM MOPAIKe IJIs PellleHus BOIPOca O IPOBeJAeHUN
3aMeCTUTeJTbHON MOUYeUHOH Tepani.

YuureiBasg OJMBKOPOACTBEHHBINI Opak poauTesei,
atuosornueckuii ¢gaxtop T-XIIH — wMouekameHHas
0oJie3Hb, panHue cpoku passutud XBII 5D craguu, paH-
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Hee OTTOPJKEHME aJIJIOTPAHCILIAHTATA, BOSHUKJIA HE00X0-
IUMOCTD B CIreruh)uuecKoM reHeTHYeCKOM HCCJIeJOBAHUN
Ha TUIIEPOKCaTypuio, KoTopoe mposegero 21.08.2013. B
Mayo Clinic Hyperoxaluria Center (CIIIA). Pesyabrar:
BBEIABJIEeHBI MyTanusa 1: ¢.33_34insC, p.P11{s33X, myra-
nuda 2: ¢.33_34insC, p.P11fs33X rema AGXT, uTo cooT-
BEeTCTBYeT I Ty rumepoKcaiypuu.

Becuoit 2014 r. mamueHT HaXOAUJICA HA JIEUEHUU B
kauunke Fortis Memorial Research Institute (Gurugram,
Wnunus), u 20.08.2014, HecMoTpA Ha YKasaHue O JaHHBIX
MOJIEKYJIAPHO-TEHETUYECKOI'0 WCCJIEIOBAHUSA U HE00XO0-
OUMOCTDb TPAHCILJIAHTAI[NY MOYKY U IIeYEHU, B TOCIIUATAIIE
Wuguu Oblia IpoBeJeHa BTOPas TPAHCILIAHTAIUS IOUKU
(moHop oTery peberka). [TocieonepainOHHBIH ITEPUOJ, ITPO-
TeKaJI C OCJIOKHEHUSMU: KPU3 OTTOPIKEHUS TPAHCILIAH-
rara (moBwilieHue KpeatuHuHa A0 500-300 MKMoOJIB/ 7,
cHmkeHue auypesa). 2.09.2014 npoBemena 6Guomcud
TpaHCIIJIaHTaTa: omocpenoBanubiii orkas AT c4d— oTpu-
[aTeJbHbIN, MOBTOPHBIM aHAJIW3 HA COBMECTUMOCTH C
JOHOPOM (OTI[OM IIAIIMEHTA) Pe3yJIbTAT OTPUIATEIbHBIN.
ITpoBeneno 5 Kypcos miaasmadepesa Mo 4 M03bI BHYTPU-
BEHHOI'0 MMMYHOTJIOOYJIMHA. ¥ PDOBEHb KPEaTUHUHA CTa-
OMIN3UPOBATh HE YAAJO0Ch, MAUEHTY ObLIM HA3HAUEHBI:
Rituximab, 2 nuabexnuu Bortezomib, Ha (oue Tepanunu
ObLjIa IIOJaBJI€HA aKTUBHOCTH KOCTHOTO MO3Tra: JIEHKOoIIe-
HUA, TpoMmOoruTonenus. MM® u BajaraHukaoBup ObLIn
BPEMEHHO OTMEHEHBI. ¥ DOBEHb KPeaTUHUHA CHUSUJICH /10
160 mgMmous/s. 16.10.2014 — Guomcus TpaHCIJIAHTATA,
pesyJIbTaT: onocpeaoBaHublil orkad AT, mpusHaKuU 0CTPO-
ro TyOyJIspHOTO HEKPO3a, HaJWUue KPUCTAJJIOB OKcaJja-
TOB B IIouKe. IlaruenT ObLJI BRINMUCAH U3 KINHUKY UHIAMN
[ULSL TIPOZOJIYKEHUS JIEUeHUs 0 MeCTy JKUTeJbcTBa. 1Ipu
BBINMCKE KPEAaTUHUH KPOBU cOCTABIAI 390 MKMOJIB/ .

B Kasaxcrane amM0yJIaTOPHO IO MECTY JKUTEJILCTBA
moayuasa Jedenme: Taxpoaumyc 5 mr/cyr, MM® 720
mr/cyT, 113 20 mr/cyr, Baarannukaosup 900 mr/48 u,
Awvnomzunua (Amionpec) 10 mr/cyr, Ilancexk 1 Ta6 x 2
p/cyT, Levetiracetam 1 ta6 x 2 p/cyr. Koumenrpanusa
Taxkposmmyca B Kposu Cy 9.12.2014 — 4,2 ur/mi, Kpeatu-
HuH 330—-420 MKMOJB/JI, MOUeBUHA 26 MMOJIB/JI.

Ilo TsKecTH COCTOAHUSA PEOEHOK BHOBH ITOCTYIIAET
B Hamry KaAuHUKY. CocTodHMe pebeHKa pAaCIleHEHO KaK
OYeHb TAMKEJIOe 3a CUET OJBIIIKY 9KCIINPATOPHOI'O XapakK-
Tepa, yPpeMUUYeCKO! MHTOKCUKAINN, KPU3a OTTOPIKEHUS
TpaHCIIaHTaTa. TpaHCIIAHTAT [OCTYIIEH Ha OINYIb,
IJIOTHBIN, 00JIe3HEeHHBIN.

OO6muii aHaIM3 KPOBU: AHEMUS TSMKEJION CTelneHu’
(Hs 54-82 r/x, sp. 2,5-3,2-1012/1, IIII 0,74-0,79),
Herpopuies 82-87%, CO9 25-40-84 mwm/u, JeiKo-
mesusa 3,3-3,5+109/1, tpombGomuronernua 105109/,
numbonenus 0% . BuoxumuyecKkuil aHaIu3 KPOBU: TUIIO-
nporenHemusda 45,5-49 r/m, runepasoreMus (KpeaTUHUH
363-696,8 mKMosb/J1, MoueBuHA 28,6—41,8 MMo0ab/ 1),
runonarpuemus 127-129,6 MMO0Jb/J, TUIOKAJIUEMUSI
2,82 MMmoJsb/J, runokagbiimemusa 1,45-1,92 mmoub/,
runepdocharemus 2,85 MMOJbL/J, TUNEPTIUKEMUI
24,38-8,5 mmoab/a. KOC: mpusHaku IeKOMIIEHCUPO-
BaHHOI'0 MeTaboanueckoro anuposa: pH 7,03, BE —19,5
mmous/1, HCO3 — 9,5 Mmous /1.

Koarynorpamma: rumokoaryasanua (IITU 29,7%,
AYTB 83,4 c).

MoueBoit ocagok: pH mMenee 5, mpoTenHypus OT cJje-
moBoit mo 0,693 r/a, spurpornuTs oT 6/K 10 6—7 B 11/3D,
baxTepuu+-++, arerod ++, rIOKo3a +.

Penrrenorpadus opraHoB IPYAHON KJIETKU: JErKue
u cep/ue 6e3 IaToJOrnUYeCcKUX N3MEeHeHUH.

IKT: cunycoBaa taxukapaua 107-100 B mMuuyTy.
BoipaskeHHas runepTpodus JeBOro KeJyIKa C Ieperpys-
KO MUOKap/a.

V3U opraHoB OpPIONUIHON HOJOCTH: TPAHCILIAHTAT —
KOHTYD HEpPOBHBII, padmepoMm 14,0x4,0 cm. [laperxuma
1,8 cv, nuddepeHIINPOBKA CHUMKEHA . DXOT€HHOCTh ITOBBI-
miera, 4JIC 4,9 cm, medopmMupoBana, OTMeUaeTcs CHUH-
JIPOM BBIJEJIAIONINXCA MUPAMUI0OK. [10 HUKHEMY IIOJIIOCY
TPAHCILJIAHTATA OINPEeJISETCS 9XOHEraTUBHOE IOIIOJIHU-
TeJibHOe oOpasoBaHue pasmepom 6,0x4,4 cm. KpoBoTok
cHmKeH — nugekc pesucreatTHoctu (Ri) 0,8. 3axaouenue:
nudysHble UBMEHEHUA MapeHXUMbl [eYeHU, IeraToMe-
rajus; XpOHNYECKUH XOJEeI[UCTOIAHKPEATUT; BTOPUUHOE
CMOpIIMBAaHUE MMOYEK Ha ()OHE TUIIONJIA3WU; TPAHCILIAH-
TaT: IPU3HAKYU KPU3a OTTOPIKEHU.

IIpu mocrynnenuu B YK Ne 1 cocTosgHme GBLIO pac-
[IEHeHO KaK OYeHb TsKeJioe, B CBABU C YEM IAIUEHT
OBbLJI TOCIUTAJU3VPOBAH B OTHEJ€HUE peaHNuMAaI[WU.
B KJIMHUKE — CHUMITOMBI OJUOPTaHHOW HEJOCTATOUHO-
ctu (ypeMuyecKoe ITOpPakeHrue OPraHoOB U CUCTEM, Cep-
IeuHO-cocyaucTasd HegocTaTouyHocTh Il cremeHm, Taxmm-
HOe, aHeMWYEeCKHUI CUHAPOM, OCTEOAUCTPO(dUs, sBjE-
HUSI OTTODPJKEHUS TPAHCILIAHTATA, IIPOBOAUMAT HUMMY-
HOCYIIPECCUBHASI TepPalus, CUMITOMBI WHTOKCUKAIUN).
B nasbHeiliemM cocTosHre pefeHKa ¢ YXYAIIeHUEM, pas-
BUJINCh TOHUKO-KJIOHUYECKHUE Cygoporu. B KpoBu rumo-
"Hatpuemusa 129 Mmosb/J1, runokajgueMus 2,5 MMOJb/JI,
MerabosmuecKuil anuno3, He 65 r/m, caxap kposu 16,2
MMOJIb/JI, COSHAHUE CIIyTAHHOE, AbIXaHUE YBJIAKHEHHBIM
KHCJIOpogoM dYepes ammaparT Bo6Gposa. B cBssu ¢ mpo-
rpecCUpPOBAHUEM ABIXATEIbHOrO alKng03a PeOeHOK Iepe-
BezneH Ha VUBJI. B nunamMuke HapacraeTr AbIxaTeJabHAs U
CepeYHO-COCYAUCTAasI HEeJOCTATOYHOCTb, COXPAHSIOTCS
CYZOPOIKHBIM M I'MIEPTEH3UBHBIA CUHIPOMBI, AUCHYHK-
IUsA TPAHCIJIAHTATA, TUIEPIINKEMUs, TUIEePTEePMUs,
moueyHasa HegocratouHocTb. Koma III cr. Cepmeunas
IesATeJIbHOCTD IMONeP/KUBAETCA MEIUKAMEHTO3HO, ala-
parHoe meixanwue. Ileyens +4+5 cM, mapes KUIIEUHUKA,
makporemarypus. IIo 30HAY KEJYJOUHOE COAEPIKUMOE
¢ mpumechi0 KoQelHO#N ryiu. 3aKJIIOYeHNe KOHCUJINY-
Ma: JeKOMIIeHCAIUSA BCEeX BUTAJBHBIX (DYHKIUIA BCJEX-
CTBME IPOrPeCcCUPOBAHUSA THUIEPOKcaNIypuu 1-ro Tuma.
IIpoBoguiiu moCUHAPOMHYIO Tepanuio. HecmoTpst Ha mpo-
BOJMbI€ T€PAIIeBTUYECKNE MePhI, pe0eHOK yMep.

BaKJIIOUYNTENbHBIN AUATHO3: OCHOBHOM — XPOHUYE-
ckad 6ose3Hb moueK, 5D cragua (mo K/DOQI) Ha doue
BPOYKJEHHBIX AaHOMAJUN DPA3BUTHUSA MOUYEBBIBOAIIEH
cuCTeMBbl — THUINOILIA3uu o0enx mouek. MoueKamMeHHAs
6oJie3Hb rouek. 'unepoxkcanypusd 1-ro tuma (21.08.2013).
Xpoumoguanusd ¢ 12.06.2012. IlepuToHeaabHBIH gua-
au3 ¢ 25.11.2012. CocrosiHue IIOCJie ABYX aJIJIOTPAHC-
IJIAHTAIUA [IOYKM OT JKUBBIX POACTBEHHBIX JOHODOB
(21.12.2012 u 20.08.2014) c pasBuTHEeM KpHU3a OTTOP-
JKeHUs, oTepeil PyHKIuu Tpanciianrara. OCIoKHeHU
OCHOBHOTO 3a0oJieBaHus: PenanbHas anemusi. PeHajgbHas
octeogucTpodusa. OCYMKOBAHHBIN BBIIIOT TOMOTEHHOI'O
XapaxKTepa y HUKHEro Iojiioca TpaHcmianrara Ne 2.
TlocsieicTBUA OCTPOrO HAPYIIIEHUS MO3TOBOTO KPOBOOGDAa-
IIeHNus II0 TeMopparuuyecKomMy TUIy B OacceiiHe mepen-
Heil MO3roBoil aprepuu cupasa. JIeBOCTOPOHHUN TeMuIia-
pes JIeTKOM creneHu. [[ByCTOPOHHSAS KOPKOBAas CJIENOTA.
CumnromaruyecKkas aprepuajbHasa runeprensus, 111 cre-



nenu, ®P4. Tunepronnueckuit Kpus. COMyTCTBYIOINH:
renatuT C HU3KAas CTEIleHb aKTUBHOCTHU.

IIpuumHa cMepTH: MPOTPECCUPYIOIIasa IIOJUOPTaH-
Hasg HEJOCTATOUHOCTH — CEPAEeUHO-COCYIUCTas HeIOCTa-
TOYHOCTDH, AbIXaTeJbHAas HEJIOCTATOUHOCTH, IIOUEeUYHASd
HEeJIO0CTATOUHOCTD.

Takum ob6pa3oM, maHHBIe aHaMHe3a (6JIM3KOPOS-
CTBEHHBIH OpakK, B CeMbe — CJIy4aud MOUeKaMeHHOII 60Jies-
HU C TEPMHUHAJIBHBIM UCXOJ0M), KINHUKO-Ia00paTOPHbIE
IaHHbIe HAIIETO manueHTa: mposasiaeHus TXIIH B Bodpacte
14 set (onurypusa, TUIEPa30TEMUA, aHEMUA, apTEPUATH-
Had TUIEPTEH3UA, TeHAEHIUA K TUIlepKaJine-MUu, TUII0-
KaJgbnueMusa, runepdochareMusa u yBelndeHUe yYPOBHA
apaTropMoHa) ¢ JAHHBIMHU YJBTPA3BYKOBOTO KCCJIENO-
BaHUA TOUYEK U KOMIBIOTEDPHOU Tomorpaduu (pasmMepsl
IIOYEK YMEHbBIIIEeHbI, KOHTYPhI HEPOBHBIE, OYTPUCTHIE,
mapeHXUMa WCTOHUEHa, YIJIOTHEHa, B mpocBeTe UJIC
MHO’KECTBEHHbIe KOHKDEMEHThI: MaKCUMAaJIbHO JUAMETD
0,9 cM ¢ aKyCTUUECKOI JOPOYKKOIM, KOTOPASA BHISABJIAETCA
03aJu OYEHbB IJIOTHBIX CTPYKTYP) IIO3BOJIUIN BEICTABUTH
IMAarHO3 IePBUYHON I'UIIEPOKCATYPUN.

B nanbpmeiinem HeahHEKTUBHOCTH IIEPBOM IIOIBIT-
KJ TPAHCIJIAHTAIIMU TOYEK W [JaHHBIE MOJIEKYJISIPHO-
TeHETUUYECKOT'0 UCCIEOBAHNA, TPOBEIEHHOTO B KJINHUKE
Mayo (mpu obcyieoBaHUM pOAUTE el U peOdeHKa BBIAB-
nena mytanua 1:c.33 34insC, p.P11fs33X, myranua
2:¢.33 34insC, p.P11fs33X rena AGXT), nmoaTBepAuIn
HaJIMuMe NEePBUYHOM rumepokcanypuu 1-ro tuma. Msr
BO3JIEPIKaINCh OT IPOBeNeHUA HeGPOOMOICUU, YUUTHI-
Bada TXIIH ¢ BBICOKMM PHCKOM KDPOBOTEUEHUA U HATIUULE
OKa3aTeJbHBIX KPUTEePUEeB He(POKATBIIMHO3A.

JaHHBIH cIyuaiil mpefcTaBIAeT co00H peAKUIl BapUaHT
TeHETUUECKU OIOCPEIOBAHHOTO BPOKIEHHOTO HAPYIITEHUA
oOMeHa oKcaJsiaToB. B OOJIBIIIMHCTBE CIydyaeB IIepBbie IPO-
SABJIEHUA 3a00JIeBaHUA MMEIOT MeCTO B PAHHEM BO3pacTe.
Kaxk mpaBuso, [eTu HaUYMHAIOT OTCTAaBaTh B (PM3WMUECKOM
Pa3BUTHU, B aHAJIN3aX MOUYYU HEPEAKUM CUMIITOMOM SBJIS-
eTcA KpUCTALTypusa okcajraramu. CyTouHas SKCKPEIUsa
oKcaaToB ¢ Mouoii mpessimaer 100 mMr/cyT.

PenkocTs JaHHOM TATOJIOTUN O0BACHSIET OTCYTCTBIE
HAaCTOPOYKEHHOCTH Bpadyell IEepBUYHON MeIUKO-CaHU’-
TapHO# momoIiu u HedposoroB. B orauuwme ot mH(DaH-
TUJIBbHON (DOPMBI TMIIEPOKCATYPUM, IPU KOoTopoit B 80%
cayuaeB TXBII pasBuBaercsa no 4 ier [4, 5], y Hamero
nanuenTa XBII 5 cragus umesia mecto B Bo3pacte 14 jer,

YTO XapaKTePHO MAJsA IOBEHUJIbHON (DOPMBI NEePBUUYHOHN
runepoxkcanypuu [6, 7].

PesynpTaThl  MOJIEKYJIAPHO-TEHETUYECKOTO  HC-
CJIe[OBAHUS HAIIEro OOJBHOTO II03BOJIMJMN BBIABUTH
mytamuu 1:c.33 34insC, p.P11fs33X; 2:c.33 34insC,
p.P11fs33X rena AGXT, uTo XapaKTepHO I IEPBUYHOMN
runepokcanypun 1l-ro tuna. I'em AGXT cocroutr usz 11
9KB0HOB U KoAUpPyeT (EePMEHT aJaHWH-TIMOKCUJIAT aMU-
HOTpaHchepasdy, KaTaIU3UPYIOIIYI0 IlepeaMUHUPOBAHUE
TJINOKCUJIATa B TVIMIINH, IIPECTaBJIeHHOr0 392 aMUHOKNC-
JIOTaMU C MOJIEKYJIAPHOI Maccoit okoJio 43 kDa [8-11].

¥V mamero namuenTa Hea(P(PeKTUBHOCTH KAK IIE€PBO,
TaK ¥ BTOPON TPAHCILIAHTAIMU IIOYKU OT POACTBEHHOTO
IOHOpA CBA3aHAa ¢ MO3Hel TUarHOCTUKOM 3a00JIeBaHNA U
OTCYTCTBUEM B JaJIbHEHIIIEM KOMILJIAEHCA C POJCTBEHHU-
KaMu malueHTa.

BaxkHOCTh TIpeCTaBIEHHOTO HAOGJIIONEHUS BaKJIIO-
YaeTcsa B IIPOBENEHUU MENUKO-T€HETHUECKOTO KOHCYJIb-
TUPOBAHUA ceMell ¢ MOAOOHBIMU 3a00JIeBAHUAMU IJII
IPeZOTBPAIEHNA POKIEHUA OOJIbHBIX IeTel He TOJIbBKO
B JAQHHOWN ceMbe, HO M y OJMIKANIINX DPOJCTBEHHUKOB.
Knuanueckoe HabIOZeHNE TAIUEHTA C TUIIEPOKCATIYDPU-
eit 1-ro Tuma noguepKuBaeT HeoOXOAUMOCTE DAHHEH Aua-
THOCTUKUY 3a00JIeBaHUA AJId PEIIEHUA BOIIPOCca O IIPOBee-
HUU Tepanuny, HAIPABJIEHHON Ha 3aMelJIeHNe IPOIEeCCOB
KaMHeoOpaszoBaHua U qudhepeHInPOBAHHOTO IOAX0a K
HedponporekTuBHo# Tepanuu XBII, a Takkxe omnpeneJie-
HUS BUJA ¥ CDOKOB IIPOBEJEHU S TPAHCILJIAHTAI[MY ITOUKH.

Hcmounuk puHAHCUPOBAHUA: UCTMOYHUK (QUHAHCU-
posanus omcymcemaeyemn.

Kongauxm unmepecos: paboma 6blnOJLHEHA COM-
pyorukamu ILlenmpa Hepposozuu u IKCMPAKOPNOPALb-
HOlUl 0emOoKCUKAUUU YHUBEpCUMEMCKOU KAUHUKU N 1.
Bce asmopul 3aa6unu 00 omcymcmeuu KOHPAUKMA
uHMmepecos.

Buvipascenue npusnamenvhocmu: compyonuKu, yia-
cmeosasuiue 6 HAYiHO-uccaedo8amenbCKoll pabome, ce
60ULILU 6 ABMOPCKUTL CTLUCOK.
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