JlocTatouyHO TPYAHO OOBSCHSIOTCA, IPU BBIOPAHHOM 00bEeME TUArHOCTUKH, 0OHAPYKEHHBIE Y
3HAUMTENIbHON YacTHu AeTer mpusHaku runokoarymsiuuu (yeennuenue AUTB u [1TB) 6e3 nanuuus
BBIP2KEHHBIX KPOBOTEUEHUH, OKUJAEMbIX MPHU HEKOTOPBIX 3HAYEHHUAX ATUX Mokazareneil. Ilpum
KOHCYJBTAIlMA TE€MaroJiora PEeKOMEHJIOBAaHO IOBTOPUTH KCCIIEIOBAaHHUE B JPYrod jaboparopuu.
OnHako HauOoliee BBIPAKEHHBIM KOXKHBIM TeMOpparudecKuii CHHIPOM OTMEYalCs HMEHHO Y
MAIMEeHTOB C yBeJIM4YeHUeM nokazaresis AYTB, 4To mocmyKuio MoBOIOM HCKIIFOUUTH J€3arperaHThl
(IunupuaaAMOIT) U3 CXEM JICUCHHS U BO3/IePIKAThCS OT Ha3HAYCHUS TelapruHa, HECMOTPSI Ha TSKECTh
KJIMHUKU U TIOBBIIIEHUS YPOBHS (UOPUHOTEHA B PsIJie CIIy4aeB.

BbBIBO/IbI

OtcyTcTBHE TPOMOOITMTOIICHUH — OCHOBHOM MpPH3HAK, OTiauYaromui 6ose3Hs Illenneiina-
I'eHOXa OT TeMopparnuecKnx CHHIPOMOB C IMPEUMYIIECTBEHHBIM HapYIICHHEM TPOMOOIIMTApHOTO
3BeHa TeMocTasa. [eMopparnueckoMy CHHIPOMY YacTO MpPEIIIeCTBYeT BUpPYCHas MH(EKUHUS, C
reMOpparu4eckuM BacKylnuToMm acconuupytorcs OPBU, c¢ tpomOomuToneHusMu — rpymmna
reprieTnyeckux nHekuil. Pacimpennas muarnoctuka Tpedyercs y AeTei IpH TSHKEIIoM, 3aTSKHOM
teueHuu ['B, compoBokaaromierocsi mopaxeHueM IMoueK, a TakkKe MPHU JIa0OpaTOPHBIX MPU3HAKAX
TUIIOKOATyJISILUH.
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KJIMHUYECKUH CJIYYAU BTOPUYHOM APTEPUAJIBHOW TI'MIIEPTEH3UMM B
COCTABE CUHIPOMA BHJIBAMCA

Ocorosa Exarepuna Cepreesnal, Tpynosa FOmus AnekcanaposHa
'Kadempa monuKIMHUYECKON eqUaTpuu

OI'BOY BO «VYpanbckuii rocy1apcTBEHHbIN MEAUIIMHCKUM yHUBEpcUTeT» MuH3apasa Poccun
2TAV3 CO «JleTckas ropoackas KIMHAYeckas 6oapauna Nelly

ExarepunOypr, Poccust

AHHOTAIUA
Beenenne. Cuaapom BunbsiMca — 3T0 JOCTaTOYHO peaKoe MYJIBTHCHCTEMHOE TeHETHY €CKOE 3a00IIeBaHuE, K PA3BHTHIO
KOTOPOTO TIPUBOJST T€MH3UTOTHBIE JIeJIEIIMN JUIMHHOTO ieda 7-i xpomocomsl (7q11.23). Heap uccaeroBanus —
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JEMOHCTpaLusl KIMHUYECKOTO Clydas BTOPUYHON apTepuaibHOM I'MIIEPTCH3UH B COCTaBE CHHApoMa Buibsmca,
0COOEHHOCTEH TeueHWs M Tepanuud B MeJuaTpU4eckoil mpaktuke. Marepuana u Metoasl. [IpoBeneH anamm
JIUTEPATYPHBIX TaHHBIX ¥ PETPOCIEKTUBHO-NIPOCIEKTUBHOE HAOII0IEHIE TAIIMEHTA C OIIEHKOW aHaMHe3a 3a00JeBaHus 1
KHM3HHU, JaHHBIX 00BEKTUBHOIO 0CMOTPA, JIAOOPAaTOPHBIX U HHCTPYMEHTATLHBIX METOIOB 00cejoBanus. Pe3yapTaTtsl Y
MAIUEHTKHY C CHHIPOMOM BuibsiMca B Bo3pacTe 1By X JIET BIIepBbIe OBUIO0 3apETHCTPHUPOBAHO TOBHIIIEHUE APTEPUATBHOTO
nasienns 10 130/60 mm.pr.cT. Al y JaHHOU MAIIMEHTKH UMEET BTOPUYHYIO STHOJIOTHIO B 00y CIIOBJIEHA AJIaCTHHOBOK
aprepuonarieil B CTpPYKType FreHeTHUeCcKoro cuaapoma Bunesamca. BeiBoabl. Pa3Bute BTOpruHOil AI' BO3MOXHO y
JF0O0TO ManueHTa ¢ CHHAPOMOM BuibsiMca, 4To TpeOyeT HaCTOPOXKEHHOCTH Bpada B OTHOIIICHUU PAa3BUTHSI OCJIOKHEHUIH
OCHOBHOTI'O 3a00/IeBaHUs.

KaroueBble cioBa: cuaapom BusbsamMca, netu, BTopuuHas apTepuaibHas THIIEPTEH3Us, TAKTHKA JI€UYCHUS.

A CLINICAL CASE OF SECONDARY ARTERIAL HYPERTENSION AS PART OF
WILLIAMS SYNDROME

Osotova Ekaterina Sergeevna', Trunova Yulia Aleksandrovna'?

'Department of Outpatient Pediatrics

Ural State Medical University

2Children's City Clinical Hospital Nell

Yekaterinburg, Russia

Abstract

Introduction. Williams syndrome is a rare multisystem genetic disorder caused by hemizygous deletions ofthe long arm
of chromosome 7 (7q11.23). The aim of the study - demonstration of a clinical case of secondary arterial hypertension
as partof Williams syndrome, features of the course and therapy in pediatric practice. Material and methods. An analysis
of literary data and a retrospective-prospective observation of the patient with an assessment ofthe history of the disease
and life, objective examination data, laboratory and instrumental examination methods were carried out. Results. A
patient with Williams syndrome had her blood pressure increase to 130/60 mmHg for the firsttime atthe age of two years.
The hypertension in this patient has a secondary etiology and is caused by elastin arteriopathy in the structure of genetic
Williams syndrome. Conclusion. The development of secondary hypertension is possible in any patient with Williams
syndrome, which requires the physician to be alert to the development of complications of the underlying disease.
Keywords: Williams syndrome, children, secondary arterial hypertension, treatment tactics.

BBEJIEHUE

Cungpom Bunbsimca (CB) — 3T0 MynBTUCHCTEMHOE TeHETHYEecKoe 3abosieBaHUeE,
BcTpevaronieecs npumepHo y ogHoro Ha 10000—20000 >xMBbIX HOBOPOXKIEHHBIX, B PABHOM CTENEHU
Mopakarolee MajbuyuKOB U JeBouek. K pa3sBUTHIO CHHIpOMa MPUBOASIT TE€MU3UTOTHBIE JETCIUU
JUIMHHOTO Tuieda 7-i xpomocombl (7q11.23) [1,2]. Kak mpasuiio, CB HOCUT criopainyecKuii Xxapakrep
1 BbI3bIBaeTCs jaenenusmMu de novo. OgHaKo 3aperuCTPUPOBaHbI U peakue ceMmeiinbie ciydaun CB,
IIPU KOTOPBIX MPEATNOIaraloT ayTocOMHO-A0MUHAHTHBIN TUI HacleaoBaHus [2,3].

Knununueckue nposisnenus CB 3aBUCAT OT pa3mepa jAenenuu U (GYHKIUU OTCYTCTBYIOLINX
reHoB. Hanpumep, B 3T0# 06nactu pacnosoxed ren ELN, koaupyromuii 6€10K 371aCTUH, BXOASIIUN
B COCTaB 3JaCTHYECKHX BOJIOKOH COEIWHUTEIHHOM TKaHH, YTO MOXET OOBSCHUTH HEKOTOPHIE
(eHOTUTTNYECKUE XapaKTEPUCTUKH MAIIUEHTOB — MATKYIO H IPSIOITYIO KOXKY, a TAK)KE BCTPEUAIOIIYOCS
pu CB cepedno-cocyqucTyo narojoruto [2,3].

CepaeuHo-cocyaucTble aHOMAIMKM OOYCIJIOBJIEHBI TallJIOHEIOCTATOYHOCThIO T'€HA 3JIaCTHHA,
KOTOpasi MPUBOOUT K CYO3HIOTEIHAIbHOW MUTPALMU M TUIEPIUIA3UU IIaJKOMBIIICYHBIX KJIETOK
COCYIIOB, Cy»Xasi X IPOCBET M BbI3bIBAS apTEpHAIbHBIE CTEHO3bl. DJIACTHMHOBas apTepUONaTHs
BoIsIBIIsieTCS Y 75—80% marnuenToB ¢ CB 1 MOXeT mopaarb Jr00yI0 apTepuio, HO Yalle — CPEeIHEro
U KpynmHOro kanuOpa. bonee xapakTepHO HanuyMe MHOXECTBEHHBIX aAedekroB. Hawmbomee
pacnpocTpaHEHHBIMU aPTEPUONIATUSIMHU SIBIISIIOTCS HAAKJIAIIAHHBINA CTEHO3 A0PThI U CTEHO3 JIETOYHOMN
aprepuu. BpoxkJieHHbIE TOPOKU CEPIECYHO-COCYAUCTON CHUCTEMbl — BeAyllasi IpUUYNHA CMEPTHOCTU
npu CB [2].

Jns manuenToB ¢ CB Takke xapakrepHa aprepuaibHas runeprensus (Al'). Ona moxer
(dbopMupOBaThCs B JIFOOOM BO3PACTE U B HEKOTOPBIX CIIy4asx OBITh CIEACTBUEM CTEHO3a MOYEUHOM
aprepuu [2].
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Leap ucciaenoBaHus — JIEMOHCTpPALMS KIMHUYECKOTO cllydass BTOPUYHOM apTepHalbHON
TUIEPTEH3UU B COCTaBe CUHIpoMa Busbsimca, 0coOOEHHOCTEHN TeUEeHHUsI U TEPANMH B [T€IUATPUUECKOM
MPAKTHUKE.

MATEPUAJI U METOJbI

[IpoBeneH aHaJIN3 IUTEPATYPHBIX JTAHHBIX U PETPOCHEKTHUBHO-IIPOCIIEKTUBHOE HAOIIOIeHNE
MalMeHTa ¢ OIICHKOM aHamMHe3a 3a00JIeBaHUS W JKU3HHU, JAHHBIX OOBEKTUBHOTO OCMOTpA,
71a00paTOPHBIX U HHCTPYMEHTAIBHBIX METOIOB 00CIIEIOBAaHUSI.

PE3YJIBTATHBI

[IpencraBieHo cOOCTBEHHOE KIIMHUYECKOE Ha0IIoIeHne peOeHKa C BTOPUYHOM apTepuatbHON
THIIEPTEH3UEH B cocTaBe cuHApoMa BumbsMmca Ha amOynaropHoM stame. JleBouka b. 7 mer,
HaOmomaercst 'y kapauosiora Jlerckoro kapauopeBmaronmorudeckoro 1eHtpa (JKPL[)
ExarepunOypra ¢ nuarnozom: Bropuunasi aprepuanbHasi TUTIEPTEH3Us 2 CT. B COCTaBe CHHIpOMaA
Bunesamca. BIIC - Hagknananuslii cteHo3 aopThl. 'unomnasus aoptel. HK 1 c1. 2 ®K. Koarynonarus
¢ nedunutom ¢aktopa cBepTbiBaeMocTd XII. JIByCTOpOHHSISI KOHAYKTMBHAs XpOHHMUYECKas
TYTroyXocTh | CTeneHH.

[TanreHTKa U pOAUTETH AKTUBHO kaJl00 HE MPEIABSIBISIOT.

W3 anamHe3a *U3HM M3BECTHO, YTO PEOEHOK OT OEpEeMEHHOCTH, MpOTEKaBllell Ha (oHE
TPOMOOGUINY, aHEMHH JIETKOW CTENIEHHU, CPOUHBIX OIEPATUBHBIX poaoB. COCTOMT HA IMCHIAHCEPHOM
ydeTe y KapJuoJora, HeBpoJjora (3aepkKa B ICUXHUECKOM Pa3BUTHHU, 001lee HEJOPA3BUTHE PEUH),
SHIOKpUHOJOra (CyOKIMHHYECKHMH TunoTtupeos3), y remaronora (nepumur XII daxropa
CBEPTHIBAEMOCTH KpoBH). HacneacTBeHHBII aHaMHe3: y Marepu TpoMOodunus (myTtamnus JleiineHa B
TeTepO3UTOTHOM COCTOSTHUM), y 0a0yIIIKU CO CTOPOHBI Marepu — MPUOOPETEHHBIN TOPOK CepAla, Y
6a0ymku co croponbl orra — BIIC (TOUHBIX TaHHBIX HET).

Amnamues 3a0oneBanus. B 1 mecs sxu3nau Ha OXoKI -ckpununre BeisiBien BIIC: ymepenHas
TUIOIUIa3Usl JOyTM M HUCXOMALIEH aopThl. YMEpeHHas THIOIUIa3us JIErOYHOM apTepHH.
OyHKIMOHUpYIolee oBalbHOEe 0KHO. Ha koHTposne Oxo-KI' B 9 mec. — ymepeHHOe HaAKIamaHHOe
Cy>KEHHUE a0pThI HAa BCEM NMPOTHKEHUU. He3HauUnTeIbHOE yCKOPEHHE KPOBOTOKA IO BETBSAM JIETOYHOM
aprepuu. OTKpbITOE OBaIbHOE OKHO. B Bo3pacTe 1 ron KOHCYNbTHpOBaHa IETCKUM KapJHOXUPYPIoM,
ycranosieH auarHo3: BIIC — yMepeHHbI HakIanlaHHbII CTEHO3 aopThl, Tunomniasusa aoptel. HK 0
ctT., ®K 1; omeparuBHOE JieueHHE HE TOKa3aHO, PEKOMEHI0BaHO HaOmroneHue. [lo HampapieHUrO
KapIuoxupypra B Bozpacte 1,5 net oOcienoBaHa TeéHETUKOM: MOATBEPkKACH CUHIPOM Buibsamca:
MOJIeKyJIsipHO-TeHeTHIecKkuM MetogoM (BOBS) oGnapykena moHocomust mo ydactky ql11.23 7-i
XPOMOCOMBI.

B 2 roga na manosom ocMotpe kapauodora JIKPL] BnepBbie BbisiBieHO TTOBbIIeHUE Al 10
130/60 MM pT.CT., coxpaHsBIIeecs NMPH TUHAMHYECKOM KOHTpoJie Joma M Ha mpuemax. [locie
KOMIUIEKCHOTO 00CJIeIoBaHus B YCIOBUSAX THEBHOTO cramuoHapa ([1C) Obl1 ycTaHOBIEH AUATHO3:
BTOpUYHAs apTepHaibHasi TUIIEPTEH3HS B cocTaBe cuHApoMa Bunbsimca. B cBsizu ¢ Beicokoit Al
HazHaueHa Tepanus P-0JIOKaTOpoM — aHANPWJIMHOM B JI03€ 2,5 MI' 2 pa3a B CyTKH, 3aTeM 032
npemnapara Obuta yBenuueHna no 10 mr/cyt. (0,8 mr/kr), ¢ xopoiieit mepeHocuMOcThio. [lanee B
TEUeHHe rofla y KapuoJiora He HabIronanach, Tak Kak CaMO4yBCTBUE CYIIIECTBEHHO HE HAPYIIATIOCh.
Ha ¢one npoBoauMoil aHTUTUIIEPTEH3UBHON Tepanuy aHanpuiInHoM AJl cOXpaHsuioch CTaOUIIBHO
BhIlle 95 mepLeHTW IS, TpeuMyllecTBeHHO B nuana3zone 110-120/80 mm pr.ct. [anee, B cBs3u ¢
kapanTuHHBIMEU orpanndyeHussMu o HKBU B JIKPI] He oOpamanuce.

B 4 roma nnanoBo o6cienoBanack B JIC kapauoJoruyeckoro mpoduiis, MOATBEPKICH
JIMarHo3 BTOPUYHAas apTepualibHas TUIIEPTEH3UA 2 CT. B cocTaBe cuHApoMa Buibsmca. ['unonnasus
A0PThI, KOAPKTAITMOHHBIN cuHAPOM (Tpas. 33 MM pT.cT.), DOO. HK 0-1 ct. 1 ®K. Y™Mepennslit cTeHO03
YpEeBHOI'O CTBOJa U BepxHeW OpbpkeeuHol aptepun. Koarynomarusi ¢ aeduiutom ¢dakropa
cBepTbiBaeMocTU X1, IBYCTOPOHHSISI KOHAYKTUBHAs TYrOyXOCTb JIETKOM cTeneHu. CyOKIMHIUYECKUI
runotupeo3. IloaHoLeHHO, B CUIy Bo3pacTa peOeHKa MPOBECTH YTOYHBIH MOHUTOPUHT AJ] He
yaaioch, mno gaHHeIM CMAJ] 3a HouHONl mnepuon wuHzaekc BpeMeHu runeprensuun (MBI)
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cuctonnueckoro AJl (CAJl) crabunsHo Beicokuii - 96%, UBI' nuactonuueckoro gasnenus (JAJ)
0%, cpenuee AJ] Houbto 106/43. 1o pesynbraram 00cie0BaHUS TepANUs OCTaBlIeHA 0€3 U3MCHCHUIA.
PeGeHoK POKOHCYIBTUPOBAH B KapIUOXUPYPIHUECKOM LEHTPE, PEKOMEHI0OBaHA KOHCEPBAaTHBH ast
TaKTHKa JICUCHUS, TUHAMU4eckoe HaOmoneHue. Ha ¢bone mpoBomMMoi Tepamuu Mpu JIOMaIIHEM
koHTposie A/ coxpaHsIoCch MPEUMYIIECTBEHHO BBICOKUM OTHOCHUTENBLHO 95 MepiieHTuIs, OOBIYHO B
npenemnax 110/70-120/70, make 130/70 MM pT.CT., 6€3 HapYIICHUSI CAMOYYBCTBUS PEOCHKA.

B 5 net moBtopHO o6cnenoBana B JIC kapauonorudeckoro npoduns. [To nanaeiv CMA]]
COXpaHSIINCh CTaOMIIbHO BhICOKHE MHEKCH TunepTeH3uu CAJl, TeHneHnus Kk monmwkeHaomy A/
cpennee AJl maem 131/59, vounto 110/48 mm pr.ct. Ha momamuem koHTposie AJ] ocTaBanoch
pEeryJISIpHO TIOBBIICHHBIM, B cpeaHeM 116-120/70, makcumanbaoe 128/78 MM pT.cT., 6€3 *xkajo0.
Tepamus ocrapneHa 6e3 m3MeHeHHi. C IeIbI0 YTOYHECHHS TUArHO3a, ONpE/IeTICHUs JIeueOHOU U
XUPYPrUYECKOW TAaKTHKHU ObLIa MpOBEJEHA TeleMeauInHCcKas koHcyasramus ¢ HMULL um. B.A.
Anmasosa (r. C.-IletepOypr), pekoMeH10BaHa TIJIaHOBAsI TOCIIUTAIU3AIINS 110 KBOTE.

B 6 net o pesynsraram obcnenoBanuss B HMUL nuarnos: BIIC - HajgknanaHHBIA CTEHO3
aoptel. ['unomnnasus Hucxoasdmeit u opromHoi yactu aopthl. HK 2A ct. Cunapom Bunbsmca. Al 2
CT. (BEepOsITHO, B CTPYKType TeHeTHuecKoro cunapoma). luchynkius cunycosoro y3ia. [Ipoegena
CMEHa aHTUTUIIEPTEH3UBHOU Tepanuu Ha UHruouTop AII® - sHanmanpui, g03a oTTUTpoBaHa a0 10
mr/cyT.(0,5 mr/kr). Ha atom done CAJ] Ha momamiHeM KOHTposie Ha rpanuie 95 nepuentust, JAL
B mpeaenax HOpMbI — 112-115/60-70 mm pr.cT. Co BTOporOo Mecsima npuema y peOeHKa MOSBUIICS
HaBS3YMBBIA CyXOH Kalllesb, 0€3 KarapaibHOro cCuHapoMa. [[ppuHruMana 3upTex B TeueHue 5 quei 6e3
addexra. C yueTom MOSBICHUS CYX0ro Kanuist Ha (hoHe mpreMa dHalanpuiia, IpoBeeHa KOPPEKITHS
Tepanuy - 3aMeHa Ha aHTaroHucT perentopos anruoreHsuna II (APA-IT) - no3apran B n1o3e 12,5 mr
B OIIMH TIpHEM, C najpHenmel koppekmuei 1o3bl B JIC kapauonorundeckoro npoduis. [lo raHHbIM
CMA/]I — croiiko noBbiieHHOe CAJl B JHEBHOE M HOUHOE BPEMS COXPAHSUIIOCH, 110 JIAJl — TeHaeHus
k runoteH3uu. Cpennee AJl qaem 123/54, vounto 108/49 mm.pT.cT. Jlo3a mo3apTaHa yBeaudeHa J10
25 wr/cytr. (1,2 wmr/kr). Ha ¢one mnpoBomumoii Tepanmuu TpuU JTOMamHEeM KoHTposie AJl
MIPEUMYIIECTBEHHO HOPMAaIIbHOE, BHICOKOE HOPMAaJIbHOE, peKe BhICOKOe, B mpeaenax 110-116/60-70,
MHOIZIa PETUCTPUPYIOT oabeMbl 10 120/70 MM pT.CT., 6€3 HapyIIEHUs] CAMOYyBC TBHUSL.

JlnHaMuKa pe3ylbTaToB MHCTPYMEHTAIBHOTO 00cejoBaHUs peOeHKa Ha (hOHE MPOBOIUMOI
AHTUTUTICPTCH3WBHOW TEpaNMK IPEACTaBICHa B Tabmuie 1.

Tabnumna 1.
Jmaamuka pesynsraroB ucciaenoBanuss CMAJIL, 9xo-KI' Ha doHe aHTUTHIIEpTEeH3MBHON TEPAIIUH.
Bospact/ Al | AHTUTMTIEpTEH3 CMAJL 9x0-KT" (3akmoueHue)
P95 WBHAs Teparus
3,5 rona/ Amnarrpunme 10 | 3a HOYHOU epuoA: I'mnonnasus aopTel, YCKOpPEHHBIN
Al P95= MI/CYT. UBI' CAl 96%, 1A 0%, cpennee Al | KpOBOTOK B OPIOIIHOM OT/ENE a0PTh
107/64 HOubI0 106/43 (cxopocTs 3.1, M/c, rpaaueHT 37 MM|
MM PT.CT. PT.CT.) IO YPEBHOTO CTBOJA.
‘YMepeHHBII CTEHO3 YPEBHOIO CTBOJIA
U BepXHel OpbDKEEUHON apTepuH.
OTKpBITOE 0OBaJIbHOE OKHO
5 net Ananpumma 10 | UBI' CAJl naem 100%, Houbto 98,7%. | BIIC: [mmonmasust aopTsl,
Al P95= MI/CYT. UBT" JAA naem 0%, aHounto 0%. KOApKTAIMOHHBIN CHHIPOM (Tpa.
112/71 Cpennee AJl muem 131/59 mm prer.| 39-42 MM pr.cT.). YcKopeHHe
MM PT.CT. HOubi0 110/48 MM pT.CT. KPOBOTOKA I10 YPEBHOMY CTBOIY U
makc. AJl 142/84 BEpXHe# OpbDKeeuHO apTepun
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6 et Onamarpwt 10 | (mano usmepenuii - 7 maem, 12 Houbto0): | ['MmOMIa3us HUCXOASAIICH U

A1 P95 = MI/CYT. UBIT CAJl nHEeM He paccuuTaH, HOUbIO- | OpPIOLIHOW YaCTH A0PTHL. YCKOpEHHE

114/75 UBI" CAI 22% JAL 0% B 00JIACTH HUCXOMSIIEH YaCTH

MM PT.CT Cpennee Al naem 121/50 Mm pT.CT. aoptsl 10 2,99 M/c. CkopocTh B
HOYBIO 114/45 MM pT. CT. obnact upeBHOTO cTBONA 2,44 M/C

(rpaguent 24 MM.pT.CT)

6 ner Jlozapran MBI" CAJl = nuem 98,5%, HOUBIO -

AJl P95 = 25 Mr/cyT. 100%. UBI" A = nuem 0%, HOubIO O

113/74 %. Cpennee AJl nuem 123/54 mm

MM PT.CT PT.CT., HOubtO 108/49 MM pT.CT.

7 net Jlozapran 3arutanupoBaHo B ycioBusx JC BIIC: I'umonna3ust aopTsl.

A1 P95 25 Mr/cyT. KoapxkranunoHsslil cuaapom (Tpa.
=114/75 35 MM pr.cT.). Mexnpencepanas
MM.PT.CT MepeTropoKa HHTAKTHA

[Ipumeuanue: AJl P95 — ypoBens AJl, COOTBETCTBYOIIMH 95 MEepLUEHTIIIIO A1 JaHHOTO BO3PacTa, IIoja U pocTa.

Anamzupys pe3ynsratel CMAJ] B THHAMUKE, MOXHO CIEJIaTh BBIBOJ, YTO MEIUKAMEHTO3HAs
AHTUTUIEPTEH3UBHAS TepaIlusl He ABJISETCS 10CTaTOuHO APPEKTUBHOM U TpedyeT rmepecMoTpa.

OOBEKTUBHBIN CTaTyc MalueHTKH Ha MOMeHT HabOmroneHust: Poct 123 cm (SDS -0,20), Bec 22
kT (SDS -0,51). ®usnveckoe pa3Butue cpeanee, rapmonnyHoe. AJl Ha pykax crpaBa=118/60, cnepa
110/60 (95 nepuentuns AJ[=114/75 mm pr.cT.). Denorun cunapoma Bunbsmca (pucyHok 1). Koxa
oneanoBara. IlepuopOuTtanpHblii 1uaHo3. KarapanbHbeix cuMnToMoB HeT. Opranbl AbIXaHus 0e3
ocoberHocTei. O0macTh cepia He u3MeHeHa. BepXyIeuHsiid TOTMOK B 5 MeKpedephe, He CMEIICH.
I'panuiiel cepana He pacmmpenbl. ToHbl 3ByuHble, puTMuuHble, YCC nexa 80 B MuH., ctos 104 B
MHUH. BeIcnymmBaeTcs cpeaHeld MHTEHCUBHOCTH CHUCTOJMYECKHWM IIyM Ha OCHOBAaHWMU CEpPALIA,
OoJbIlle CIpaBa, XOPOIIO MPOBOAWUTCS HA COHHBIE apTepuH, Ciad0 HAa CIHHY B MEKJIOMATOYHOE
npoctpaHcTBo. [lynbcanus OeqpeHHbIX apTepuil onpeaenseTcs oTyeTiuBo. [leuenp, ceneseHka He
yBenuueHsl. [lepudeprudeckux 0TeKoB HET.

)

Puc.1. XapakrepHbie peHOTHIIMUECKHE TPOSIBICHUS cHHApOoMa BunbsiMca - «imio 251bday» (dorto mybmikyeTcs
C comIacusi poIUTeNIei)

OBCYXJIEHHUE

B onucanHOM citydae apTepualibHas TUIIEPTEH3HS y peOeHKa MpOoTeKaeT beccuMnToMHO. Al
y TJaHHOM MallMeHTKU UMEEeT BTOPUYHYIO STHOJIOTHIO U 00yCIIOBIIEHA AIaCTUHOBOM apTepuonarueii B
CTPYKTyp€ T€HeTH4ecKoro cuHapoma Bumnbsamca. Jpyrue Bo3moxHble npuundbl Al (peHanbHbIe,
SHJOKPHUHHBIE U MPOY.) ObLUIM MCKIIOUYEHBI B XO/1€ HAOMIOCHUS U HEOAHOKPATHOTO 00Ce0BaHNUs,
Bkutovasi uaBasuBHbIe (KT-anruorpaduro).

AprepuanbHas TUIIEPTEH3Us Y TALUEHTOB C CUHAPOMOM BuilbsMca ¢ T€4eHHEM BpPEMEHH
MIPUBOJIUT K BTOPUYHOMY MOPAXKEHUIO OPraHOB-MHUIIEHEH. OJJHUMH U3 CAMBIX TPO3HBIX OCIIOKHEHHIA
Al y nereii v OAPOCTKOB SIBJIAFOTCS TEMOPPArMue€CKU U UILIEMUYECKUM UHCYIIBTHI.
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JUis Toro 4toObl M30€KaTb IMOPaKEHUs OPraHOB-MUILIEHEW U PAa3BUTHUS OCIOXKHEHHIH,
Tpedyercss momoopars 3h(HEKTHBHYIO aHTUTHIICPTCH3UBHYIO Tepanuio. Tekylee JIeYeHHEe MOKET
ObITb MEIMKAMEHTO3HBIM C NPUMEHEHUEM HECKOJIBKHX AHTUTUIIEPTEH3UBHBIX IMPENapaTtoB WU
XUPYPru4ecKuM MpH HATMYUHU TAKUX apTePUONaTUi KaK HaJJKJIalaHHbIA CTEHO3 a0PThI M THIIOIIIA3HsS
AOpTHL

B cnyuyae Hamiedl manMeHTKM B KaueCTBE CTAapTOBOW AHUTUIIEPTEH3UBHOW Tepamuu ObLI
BBIOpaH

B-ampeHoOmoKaTop - aHANPWIWH, B TOCIEJACTBUUA 3aMCHEHHBIM Ha wuHTHOUTOp AIID
SHajampui, Tak Kak no pesyiasraram CMAJl He naBasl JOCTaroO4HOIO aHTUTHMIIEPTEH3MBHOIO
sdexra. [lospraenue y nanueHTk no6ouHoro 3pdexra B BUAE Kl HE O3BOJIMIIO MPOAOIIKHUTH
Tepanuto, npemnapar 6su1 3aMeHeH Ha APA-II - no3apran. B Hacrosiiiee BpeMs 110 JaHHBIM JHEBHUKA
CaMOKOHTpOJIA U u3MepeHusM A/l Ha mpueMe AeTCKOro KapIuoJIora, aHTUTHIIEPTEH3UBHAS TEPAMUS
MO-TIPE)KHEMY HE SIBISIETCS JOCTarodHO A(P(PEKTHBHOW M C y4eTOM pe3yJbraroB KOHTPOJIHHOTO
CMA/] BeposiTHO OTpeOyeT nepecMoTpa.

[lo nuteparypHbiM JaHHBIM S(PQPEKTUBHBIMU IpenaparaMu JUis JICYEHUs] TMIEPTEH3UU Y
NAUEHTOB C CHUHAPOMOM Bumbsimca  ABISIOTCS,  OJOKAaropsl — KajdbIIMEBBIX  KaHAJOB
JUTUIPONUPUANHOBOTO TUIIA, KaK U B-aapeHoOnokaropsl. [Ipumenenne uAll® u APA Il moxeT ObITH
MIOTEHI[MAJIbHO ONACHBIM P HAJIMYMU CTEHO30B IIOYEUHBIX apTepuil y mauueHTtoB ¢ CB, 4ro B
HalleMm ciiydae ObUT0 MCKIII04eHO. Takxke Mmoka3aHo, YTO HMCIOJb30BaHUE Mperapara MUHOKCH I
(IpsiMOii Ba3onmmiIaTaTtop) 3HAYMTENBHO YBEJIMYMBAET COAEP)KAaHUE dIacTHHA B OPIOIIHOW aopre,
BEpXHEH OpbDKEEUHOM U MOUEUHON apTepusiX, U MOXKET ObITh NMPUBIIEKATEIbHBIM T€PANIEBTUUECKUM
BapMaHTOM JJIs JIeYEHUs TuneproHuu y nanueHtoB ¢ CB [4], ogHako B Hamel cTpaHe
3aperuCTPUPOBAHBI TOJIBKO JIEKAPCTBEHHBIE (POPMbI MUHOKCUANIIA I HAPYKHOTO UCIIOJIb30BAHMSL
Kpome sTOro, n0KazaHo, YTO aHTaroHUCT PELENTOPOB AJIBJOCTEPOHA - SIUIEPEHOH, YBEJINYUBAET
cofiepKaHUE apTEPUaAIBHOIO KOJUIAareHa y MAallUeHTOB ¢ TUIIEPTOHUEN [S], 4TO TakKe MOTEHLIUAIBHO
MOBBIIIAET LIEHHOCTh €r0 MPUMEHEHMs B Tepanuu Al' y narueHToB ¢ cuHapoMoM Bunbsamca. Takum
o0pa3oM, B IPEICTABICHHOM HaMHU KJIMHMYECKOM Cilydae pe3epB BO3MOKHOM MeTMKaMEHTO3HOH
KOPPEKILIMH MTOKa HE UCYEPIIaH.

C ydyeTroMm Hamnuus y Hallel MallMeHTKU HAJKIaaHHOTO a0pTajJbHOIO CTEHO3a, TUITOIUIA3UH
AOpThI, HE UCKJIIOYAETCS BEPOSATHOCTh XUPYPTUUECKONW KOPPEKIIUH B IEPCIIEKTUBE.

BbIBO/IbI

1. ITaruenTsl ¢ cuHAPOMOM BuiibsiMca UMEIOT XapaKTepHbIi (PEHOTHII, HA KOTOPBIA CIeAyeT
oOpamiarh BHUMaHUE BpayaM IeauarpaMm, Ui CBOCBPEMEHHOW HICHTH(PHKALMU T'C€HETUYECKOU
[IaTOJIOTMH, AUATHOCTUKH, JICUEHUS U NIPEIOTBPAILEHUS OCI0)KHEHUH OCHOBHOI'O 3a00JI€BaHUSI.

2. BbisBieHuE MOBBIIIEHHOIO apTEpUalbHOIO JABIEHUS y JeTell CUHApoMOM Buibsamca
TpeOyeT NCKIIIOUEHUS IPYTUX BTOPUUHBIX IPUYMH apTepHaIbHON THIIEPTEH3UH.

3. Ilpu HesdpdexrnBHOM MeaAMKaMEHTO3HOM KoHTpoie AJl, moxer moTpebdoBarbes
IIPUMEHEHNUE «HECTaHAAapTHOW Tepanun» Al mpemaparamyu, NOTEHLMAIBHO YIy4YIIAMOIIMMHU
JTACTUYECKHUE CBOKMCTBA ApTEPUH.

4. Xupypruueckoe JIUEHHE CIEAYyET pacCMarpuBarb KaKk BO3MOJKHBIM BapHaHT, B CIy4ae
YXYALLIECHUSI COCTOSIHUSI MTallUEHTA.
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OIMUCAHUE PEJIKOTO CJIYUAS TSKEJIOM KEJE30JJE@PUIIMTHON AHEMUUA HA
®OHE MYTALIUU B T'EHAX ®OJIATHOT'O IUKJIA U JTEOUIIUTA BUTAMUHA B12
Y HEAOHOMWEHHOI'O PEBEHKA

[Maranuna Haranes Cepreenal, Xapnamuesa Harames Xammnosnal, Xacanosa Wmosa
CapsaposHa®?, [Tnotaukosa Mura Ans6eprosHal

'Kadenpa nerckux Gonesnei 1eue6HO-POPUIAKTHIECKOTO YHUBEPCUTETA

OI'bOY BO «YpanbCckuil rocyqapcTBEHHbIN MEAUIUHCKUN YHUBEpcUTET» MuH3apaBa Poccun
TAV3 CO «/lerckas roponckas 6onpHua No8»

ExarepunOypr, Poccus

AHHOTANUSA

BBenenue. MeranoOnacTHas aHeMHsi — Tpynna NPHOOPETEHHBIX W HACJIEICTBCHHBIX 3a00ieBaHHH, KOTOpas
xapaktepusyercs: HapymeHueM cunte3a JIHK Bcnencteue nedunura Butamuna B12 w/wmu ¢dommeBoit kuciorsl. B
JIETCKOM BO3pacTe BcTpevaercs KpaitHe peaxo. Lleab nccienoBanust — OnpenenTh STHONATOIeHE3 TSHKEII0H aHeMun y
HEJJOHOIIIEHHOTO peOeHKa, aCCOMUPOBAaHHON ¢ HapylIeHHeM oOMeHbl BUTamuHa B12 u nedunutoM xenesa, OTHcaTh
KIMHAYECKUH CIydail, COOTHECTH pe3yJbTaTbl ¢ OIyOIMKOBAaHHBIMH IaHHbIMH. Marepuaa M MeTOAbl. AHAIM3
MIEPBUYHON METUIIMHCKOH MOKYMEHTAIMH HEIOHOIIEHHOTO peOeHKa C TKEJIOH aHeMHell COYeTaHHOIO TeHe3a,
TeopeTHUuecKas 00paboTKa HAYYHOM JIMTEepaTy bl [0 TeMe HapyIIeHH (POIaTHOTO IUKIIA TpU MyTaluu B reHax MTHFR
u MTRR. Pesyavrarsl. [IpencraBieHo onmcaHHe KIMHUYECKOTO Cliydas, HA OCHOBaHUH JIMTEPATYpPHBIX NaHHBIX
MIpEAJIoKeHa cXeMa MaToreHesa TAKeNoi xene301e pUINTHOM aHeMHUH Ha (JOHE MyTalliH B TeHax (OJIATHOTO HUKIA U
nedurmra ButamuHa B12 y Mansuuka 5 MecsiieB, poAuBIIerocs Ha cpoke 33 Hezelb, pa3paboTaHa TepaneBTHYecKast
cTpateHusl. BBIBOABL Y JeTell mepBoro roja *U3HU HEMOCTATOYHOCTh BUTAMUHA B12 MOXeT ObITh aCCONMUPOBaHA C
MPUOOPETEHHBIM NEe(PUIMTOM WM C BPOXKICHHBIMM HapylIeHHsMH MeTabonmm3ma kobOanamuna. KomOuHaiuei
HEJIOHOIIICHHOCTH B aHAMHE3¢ KOHKPETHOTO MAI[MEHTa ¢ TeHETHYECKU 0OYCIIOBICHHBIM NehHIMTOM BUTaMuHa B12
00ycJI0BIICHa HETUITUYHAS [T METaIO0IACTHOW aHEMUH MOP(OJIOTHS SPUTPOLUTOB.

KnwueBble caoBa: B12 geduiutHas aHemus, Merano0iacTHas aHEMUsl, JICTH, HEIOHOIICHHOCTb, MOIUMOPGhIEM
MTHFR, MTRR.

DESCRIPTION OF A RARE CASE OF SEVERE IRON DEFICIENCY ANEMIA WITH
MUTATION IN FOLATE CYCLE GENES AND VITAMIN B12 DEFICIENCY IN A
PREMATURE INFANT

Patanina Natalia Sergeevna'!, Kharlamtseva Natalia Khalilovna', Khasanova Ilyuza Sarvarovna'~,
Plotnikova Inga Albertovna'

"Department of Children's Diseases

Ural State Medical University

2Children's City Hospital No. 8

Yekaterinburg, Russia

Abstract

Introduction. Megaloblastic anemia is a group of acquired and hereditary diseases characterized by impaired DNA
synthesis due to deficiency of vitamin B12 and/or folic acid. It is extremely rare in childhood. The aim of the study was
to determinethe etiopathogenesis of severeanemia in a premature baby associated with impaired vitamin B12 metabolism
and iron deficiency, to describe a clinical case, and to compare the results with published data. Material and Methods.
Analysis of primary medical documentation of a premature baby with severe anemia of combined genesis, theoretical
processing of scientific literature on folate cycle disorders with mutations in the MTHFR and MTRR genes. Results. A
description of a clinical case is presented, based on literary data, a pathogenesis scheme for severe iron deficiency anemia
againstthe background of mutations in the folate cycle genes and vitamin B12 deficiencyin a 5 -month-old boy born at
33 weeks is proposed, a therapeutic strategy is developed. Conclusions. In children of the first year of life, vitamin B12
deficiency may be associated with acquired deficiency or with congenital disorders of cobalamin metabolism. The
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