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KJIMHUYECKHWH CJIVUAU COYETAHNS SPINA BIFIDA, AHOMAJIMU
APHOJIBAA-KNAPU 1 MHOXECTBEHHBIX BPOXIEHHHBIX ITOPOKOB
PA3BUTHA YV PEBEHKA

IOnus AnekceeBna ManaxoBa, Mapust CepreeBna TuxoHoBa, 305 TenMaHoBHa
Anexcansia, EBrennii Cepreesuu Tumodees, lapbst Bagumosna [llamoBa

Kadenpa daxynbrerckoii nmeguaTpuu ¥ MpONEACBTUKA JETCKUX OOJIE3HEH

OI'bOY BO «YpanbCckuii TrOCyIapCTBEHHBIM MEIWLMHCKUM  YHUBEPCUTET»
MunucrepcTsa 3apaBooxpaHeHus PO

ExarepunOypr, Poccus

AHHOTALIUSA

BBenenne. Anomanmus Apsosbna-Kuapum  xapakrepusyercss BO3HHMKHOBEHHEM
CMEIIEHUsI 3aJHer0 Mo3ra BHHU3 4Yepe3 OOJIbIIOe 3aTbUIOYHOE OTBEPCTHE, YTO
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OPUBOIUT K pa3BuTuio Tuaponedanmuu. JlanHas aHomanus BcTpedaetrcss y 33-82
yenoBek Ha 100 000 naceneHus. Pe3ynbraThl ayTornicuu mokasbiBaioT, 4to 95-100%
JeTer ¢ MEHHHromMuesnonene umerotT cuaapoM Kuapu 2 tuna. Leas ucciaegoBanus.
[IpencraBnenne KIMHUYECKOTO ciydas codeTaHus Spina bifida u aHomammm
ApHonbaa-Kuapu 2 tuna. MarepuaJ u meroabl. Tun nccienoBanus - KIMHUYECKOE
HaOo/IeHue, Ccrnocod oTOOpa Y4YacTHHUKOB HCCIENIOBaHUS - MOHOTrpaduueckoe
HCCIICIOBAHNE TAlMeHTa C peAkod maronorueil. KinumHudeckod 0a30il SBISLIOCH
rocyJapCTBEHHOE Ka3eHHOE yupexaeHue 37paBooxpanenuss CBepiIoBCKOM o0nacTu
«Crienimanu3upoBaHHbBIM oM peOéHka». PesyabTarbl. Mansuuk M., 10 mecsiies,
28.04.2022 r.p., nHaxogutcsa B I'KY3 CO «Cnenuanu3upoBaHHbIN JOM peOCHKa» C
22.06.2022 r. mo Hactosee Bpems. BepuduiupoBaH AuarHo3: MHOXKECTBEHHBIC
BpoxeHHble Topoku passutus: BITP IIHC u mo3Bonounmka Spina bifida L5-S1.
MuenoMeHUHTroLEeNe, COCTOSIHHE ocJie OIIEpaTUBHOIO JIeYEHUs
(MUKpOXHUpYprUYecKuid MuesroMeHuHropaaukyned L5-S1, mmactuka nedexra B
no3BoHo4HMKEe MaTpuieit TMO 29.04.2022). Anomanus ApHonbaa - Kuapu 2 tuna.
TpuBentpukyisipras tuapouedanus. BouiBoabl. Bo3znelicTBue HeOmaronpusiTHbIX
(akTOpOB B aHTEHATaJIbHOM IEPHUOJI€ MPUBEIO K (POPMUPOBAHUIO MHOKECTBEHHBIX
BPOXKJICHHBIX MOPOKOB pa3Buths. Coueranue Spina bifida u anomanuu ApHoJbaa-
Kuapu 2 tuna xapakrepusyercs BBIPa)KEHHON HEBPOJIOTHMYECKOW CUMIITOMATUKON U
TpeOyeT MyJIbTUIUCUUTIIMHAPHOTO HAOIIOICHHUS.

KiroueBbie ciaoBa: Spina bifida, anomanus Apuonbna-Kuapu 2 tuma, nerw,
MUEJIOMEHUHTO11el1e, Thaponedays.

A CLINICAL CASE OF A COMBINATION OF SPINA BIFIDA, ARNOLD-
CHIARI ANOMALY AND MULTIPLE CONGENITAL MALFORMATIONS
IN A CHILD

Yulia A. Manakhova, Maria S. Tikhonova, Zoya T. Aleksanyan, Evgeniy S.
Timofeev, Daria V. Shamova

Department of Faculty Pediatrics and Propaedeutics of Childhood Diseases

Ural state medical university

Yekaterinburg, Russia

Abstract

Introduction. With Arnold-Chiari anomaly, the posterior brain is shifted down
through a large hole, which often leads to hydrocephalus. Arnold—Chiari anomaly
occurs in 33-82 people per 100,000 population. Autopsy data show that 95-100% of
children with meningomyelocele have Chiari 2 syndrome. The purpose of the study
- presentation of a clinical case of a combination of Spina bifida and Arnold-Chiari
type 2 anomaly. Material and methods. The types of research included clinical
observation, where the method of selecting study participants was a monographic
study of a patient with a rare pathology. The clinical base was the state public health
institution of the Sverdlovsk region of Yekaterinburg «Specialized Children's Homey.
Results. The boy M., born on 28.04.2022, is in the State Institution of the SO
«Specialized Children's Home» from 22.06.2022 to the present. The diagnosis was
verified: multiple congenital malformations: CPR of the central nervous system and
spine Spina bifida L5-S1. Myelomeningocele, condition after surgical treatment
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(microsurgical myelomeningoradiculosis L5-S1, plastic defect in the spine with a
TMO matrix 04/29/2022). Arnold - Chiari anomaly type 2. Triventricular
hydrocephalus. Conclusions. The combination of Spina bifida and Arnold-Chiari
type 2 anomaly is characterized by pronounced neurological symptoms and requires
multidisciplinary observation.

Keywords: Spina bifida, Arnold-Chiari anomaly type 2, children,
myelomeningocele, hydrocephalus.

BBEJEHUE

AHomanus ApHonbaa-Kuapu sBIsE€TCS BpPOXKIACHHON aHOMAJIMEHW, KOTOpas
XapaKTEepU3yeTCsl CMEMIEHUEM 3aIHET0 MO3Tda, MUHJAIMH, MOCTa, MPOJOJIrOBaTOrO
MO3ra M YEeTBEPTOro >KEIyJI0uka BHMU3 4Yepe3 OOJbIIOe 3aThLJIOYHOE OTBEPCTHE,
IPBDKY 4epBEOOpPa3HOTO OTPOCTKA MO3XKEUKa, SIBISIETCS HauOoJiee CIIOXKHBIM U3
CYIIECTBYIOIIUX YETHIPEX THUIOB NOpPOKOB pa3BuTusi Kuapu. KnuHudeckn MoxeT
MPOSIBJISITBCS.  AlTHOD, HApPYLIEHHWEM TJIOTaHWs, KBAaJpPUIIAPE30M U HapyIICHUEM
KOOpAUHAaUMU. YacTo NpUBOAUT K ruApouedanuu, 4To MOXKET TpeOOBaTh YCTaHOBKH
BEHTPUKYJIONIEPUTOHEAIBHOTO WIYHTAa. B OTIMYME OT JApPYyrux THUIIOB MOPOKOB
pasButusa Kuapu, npumepno y 95 % mnaaenueB ¢ Anomanueit Apnoisbaa-Kuapu
MpPUCYTCTBYEeT HauOoiee Tspkenas (GopMa  paclleNuHbl  MO3BOHOYHUKA -
MuesIoMeHuHTonene [1].

Mansdopmarus ApHonbaa — Kuapu Betpeuaetcst y 33—82 venoBek Ha 100 000
HacesneHus. JKeHIMHbI cTpajaloT npuonu3uTenbHo B 1,3 pasa vaimie myx4uH [2].
IlepunaranbHast U paHHAS NETCKas CMEPTHOCTh HpH cuUHApoMme ApnHoiibaa-Kuapu
Tana 2 BbIcOKa. JlaHHble ayTomncuu mnokassiBatoT, uto 95-100 % nmereit ¢
MEHUHTOMUeEIIoIeNe UMEIOT cuHApoM Kuapu 2 tuna [3].

Heab ucciienoBaHusl - NPEICTABUTh KIMHUYECKHM clydaid coueTaHus Spina
bifida, anomanuu ApnHonbna-Kuapu 2 Tumma ¥ MHOMKECTBEHHBIX BPOKIACHHBIX
MOPOKOB Pa3BUTHSI.

MATEPUAJ U METOJbI

PebGenok ¢ moaTBep:kIeHHON aHOMannei ApHonbaa-Kuapu Broporo tumna. Tumsl
MCCJIEI0BAHMS -KJIMHUYECKOE HAOMIOACHUE C MOAPOOHBIM OMMCAHUEM KIMHUYECKOM
KapTUHBI, crnocod oTOOpa YYacCTHUKOB UCCJIENOBAHHUS - MOHOrpapuyeckoe
WCCJICIOBAHUE TNAlMEHTAa C BPOXAEHHOW martosiorueil. lIpoBoauics THIaTEIbHBIN
cOOp U aHaNIM3 aHaMHE3a, OOBEKTUBHOE HCCIEOBaHHUE, OICHKAa (PU3MUECKOTrO
pa3BUTHS 10 MEXAYHApOAHbIM Kkputepusm BO3, oreHka mabopaTopHBIX U
MHCTPYMEHTAJIbHBIX METOJIOB UCCIIEOBAHUS C COOIIOIEHNEM ATUUECKUX MPUHIUIIOB.

PE3YJIBTATHBI U OBCYXIEHUE

Manpunk M., 10 wmecsuen, 28.04.2022 r.p., Haxoautca B I[I'KY3 CO
«Criennanu3upoBaHHbiii oM pebenka» ¢ 22.06.2022 1. mo HaACTOsIIEe BpeMs C
JMAarHO30M: MHOKECTBEHHbIE BpoxAeHHbIe mopoku paszsutus (BIIP): BIIP IHC
(leHTpabHOM HEpPBHOW CHCTEMbI) UM TO3BOHOuHMKa Spina bifida L5-S1.
MuenoMeHUHTOLIEeE, COCTOSIHHE nociie OMEepPaTUBHOTO JICYECHUS
(MUKpOXUpYprudecKkuii MuesomMeHuHropaaukymned L5-S1, mmactuka npedexra B
O3BOHOYHHMKE MaTpullell TBepaod Mo3roBoi o00osouku 29.04.2022). Anomanus
Apnonbaa - Kuapu 2 tuna. TpuBeHTpukyisipHas rujapouedanus. HukHU BsbIii
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napamnape3 cO 3HauyuTelIbHBIM HapylleHueM (yHkuu koHeuHocted. Hapymienue
(YHKIIMHM Ta30BBIX OPTaHOB MO NepudepuyecKkoMy TUITY (HeAep:KaHHuE MOYH, Kaja).
BIIP onopHO-ABUTraTeNpHOrO ammapara: JABYCTOPOHHSS KOCOJAIlOCTh, BaJblyCHas
aedopmaisi  KOJEHHBIX cycTaBoB. Jlucmumasust Ta300€ApEHHBIX  CYCTaBOB.
Kontpaktypsl cycraBoB Hor. BIIP penpoaykTuBHONM CUCTEMBI: KPUNITOPXU3M CIIEBA,
Opromaast pereHnms. BIIP ModeBBIIenUTENEHON CHCTEMBI: ITOB3I0ITHO-TA30Bast
JTUCTONNS, POTUPOBAHNE THUIOILIA3UPOBAHHOM IMPAaBOW MOYKHU. | unepruiaszus neBou
nouku. HeiporenHass AuCQyHKIHMS MOYEBOTO My3bIps. Manass aHoManusi pa3BUTUS
cepana: @DYHKIMOHUPYIOIIEE OBAJIbHOE OKHO (C MHUHUMAJBHBIM COpPOCOM).
HebGonbmas nedopmanusa wmexnpencepaHoin mneperopoaku. KenesonedhuuutrHas
aHeMHs JeTkol crerneHu. Tumomeranus 1 creneHu. J[ByCTOpOHHSS CEHCOHEBpAIbHAs
Tyroyxocts. Henonomennocts 34 Hemenu. 2-ii peOEHOK W3 MOHOXOPHUAIBHOM
JIBOMHHU.

Anamnesis vitae et morbi. CocTosiHrE 3J0pOBbsl MAaTE€PHU: BPOXKIACHHBIN UXTHO3,
XPOHUYECKUNA MUETOHEPPUT, O0KUPEHHUE, TUIMOTUPEO3, HUKOTUHOBAS 3aBUCUMOCTb.
PebGeHok ot 5 6GepeMeHHOCTH, 2 ONepaTUBHBIX MPEXKIEBPEMEHHBIX POJIOB B Cpoke 34
Henenu. bepemeHHOCTh Ha ()OHE MOHOXOPHAJIBHOM JBOMHHU, MEPBbIM peOEHOK
3I0pOB, OTMEYaJlach Yrpo3a IpepbIBaHUs, pPBOTa OEPEMEHHBIX, BYJIbBOBAarMHUT.
HenucconumnpoBanHoe pa3BuTHe IIIOJ0B, Y KypupyeMoro pedenka ooHapyxeH BIIP
IHHC (ycTaHOBJIEH aHTEHATaJbHO B Cpoke 22-23 Henenu): aHoMalus ApPHOJIbJA-
Kuapu 2 tum, Spina bifida, moakoBooOpa3nas mouka. [Ipu poxaenun: macca - 2180
T, IuHa - 41 cM, OKpY>KHOCTb TOJIOBHI - 31 cM, OKpy»)HOCTb Tpyau - 30 cMm. MHAeke
Kerne 1 — 53 (3BYP 2 cr.). Onenka o Amnrap - 7 6amioB. K rpynu B pogoBoM 3aie
npusiokeH He Obl1. CocTosiHUE peGeHKa MPHU POXKIEHUHU OLICHUBAJIOCHh KaK TSXKEI0e
32 CYET HEBPOJIOTMYECKOW CHUMIITOMATUKH, JABIXaTEJbHOW HEAOCTATOYHOCTH,
MopdodyHKIIMOHATBHON  He3penmocTu. bein  B3aT Ha CPAP, napixarenbHas
HEJIOCTaTOYHOCTh B TE€YEHUE CYTOK KymnupoBaHa. Ilo manaeiM MPT - anomanus
passutus LIHC noareepxknena. IIpoBenena omepanusi rpbDKECEUEHHS] MO MOBOIY
CIIMHHOMO3TOBOM TPBDKM, Jlajee peOEHOK HaxOIWJICSd B HEHPOXUPYPrHUYECKOM
otneneauu OJIKb.

Pebenok moctynun B 'KY3 CO «Cnenuanu3upoBaHHBIM JA0M peOCHKa» B
Bo3pacte 2 mecsueB. [Ipy 0ObEKTUBHOM HCCIEJOBAHUU COCTOSIHUE OLEHEHO Kak
CpelHEeW TSDKECTH 3a CUeT HEBPOJOTrMYecKod cumnroMatuku. Co3HaHHWE SICHOE.
[Tonoxenue axktuBHOe. OTMEUAETCs AHOMAIMS Pa3BUTUS HUKHUX KOHEYHOCTEH -
JBYCTOPOHHSISI KOCOJIAIIOCTh, KOHTPAKTYpPbl CYCTaBOB HOT, BajJblyCHas Aepopmarius
KOJICHHBIX CyCTaBOB, yIuioleHue cron. ['onoBa runpouedansHoi (HopMbl, caBieHa
¢ 60KOB. MaJblif POJTHUYOK 3aKPBIT, O0JbII0N poaandok 0,5 X 0,5 cMm, He HanpsHKEH.
[TonoxutenpHbiii cumnToMm ['pede. Koxa uyumcras, OmemHo-pozoBas. B oOmactu
KpeCTIla BUJICH TMOCJICONIEPAIMOHHBIA BEepTUKAIBHBINA pyOerr pazmepom 5,0 x 1,0 cm.
MpbIlieyHbIii TOHYC B BEPXHUX KOHEUHOCTSX (PU3MOJOTMYECKUH, B HUKHUX
KOHEYHOCTSIX CHUXKEH. [[BUKEHHS B HUKHUX KOHEUHOCTSIX, TACCUBHbBIE U aKTUBHBIE,
3arpyAHeHbl. OOpaiaeT BHUMAaHHWE TUMOTPO(MUS MBIII HIKHUX KOHEYHOCTEH,
IPEUMYILECTBEHHO JUCTAIBHBIX OTAENIOB. 3y00B 7 (4 BepXHUX pe3lia U 3 HUKHHUX
pesna). I'pynnas kierka Oo4ykooOpasHas. JAbIXaHHE IyIPUIBHOE, XPUIIOB HET,
yacToTa JbIXxaHus 32 B MUHYTY. TOHBI cepAua sICHble, pUTMHUYHBIE, IyJabc 132 B
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MUHYTY. Pe0eHOK XOpoIlo COCeT, €CT C JIOXKKH, IJIOTaeT, He cpbiruBaeT. KUBOT
MATKHM, HE B3AyT, 0€300J€3HCHHBIH BO BceX oTAenax. I[lomoBeie OpraHbI
chOpMHPOBAaHBI IO MYXCKOMY THITY, CJ€Ba SIMYKO B MOIIOHKE OTCYTCTBYET.
Mouuntcst perysipHO, MOYa CBETJIast, HO TIOCTOSIHHO TIOJITEKAET KaruIsIMU. AHYC 3HsIET,
CTYJI JKENTHIN, moxyodopMieHHbIN. Henepikanne Mouu  Kana.

OOGmwmii anamms kposu (16.01.2023 r): neiikomutsr 11.46 x 1091, spuTpouuTs!
4.20 x 10'%/n, remorno6un 105 r/m1, tpombounTer 394.00 x 10%1, 6asodumsr 0.03 x
10%mn, »o3unoduusl 0.44 x 10%n, meitrpopunsr 2.74 x 10%n , mumdouutsr 7.36 x
10%n, monoumtel 0.89 x 10%n. BuoXuMuYecKMii aHaAM3 KpPOBH: TIJIOKO3a 5.5
MMOJIb/JI, MoueBHHA 4.08 MMOJIB/JI, KpeaTUHUH 36 MKMOJIB/JI, oOuuii 0emok 62 1/,
omnupyOuH oommmit 4,4 MkMoutb/1, MKMOJL/T, AJIT 14 En/n, ACT 37 En/n, menounas
docdaraza 179 En/n, xene3o 8.6 mxmons/n. O6mmit ananus moun (16.01.2023 r):
0€3 MaToJIOTMYEeCKUX U3MEHEHUH.

Oxokapauorpadgus  (20.01.2023):  dbyHKIMOHUpPYIOIEE OBaJbHOE  OKHO.
HebGonbmas npepopmanusa wmexnpencepaHoi mneperopogaku. HCIT (20.01.2023):
TUIaTaysl  HAPYXKHBIX ~ JIMKBOPHBIX — TPOCTPAHCTB ~ OOKOBBIX  JKEITYIOYKOB.
Pentrenorpadust opranoB rpyanoi kietku (20.09.2022): tumomeranusi 1 ct. MPT
rojoBHoro  mosra  (04.10.2022):  cunapom  ApHonbaa-Kuapu 2 Tuna.
TpuBeHTpUKYIIIpHAS BHYTPEHHSS THAPOIICGhaTHs.

AHTponoMeTpuyecKue Mokazarenn: macca (aktudeckas 7800 rpamm, MHa
tena 69,0 cM, OKpyKHOCTb rpyaHOu KieTku 43,0 cM, OKPYKHOCTh TOJI0BBI 47,5 cM.
Z-score JyMHA Tena K Bo3pacty = -1,76; Z-score macca tenma k jgmHe = -0,61.
3axitoueHue: GU3NUECKoe pa3BUTHE HIDKE CPEIHET0, TapMOHUYHOE.

OreHKka HEPBHO-TICUXUYECKOTO PA3BUTHS: 3PUTEIIbHBIC PEAKIIMH COOTBETCTBYIOT
7 MecsanaMm (CIEAUT 3a JBIDKYIIMMCS TPEIMETOM, pPa3iMyaeT CBOMX U YYXKHUX),
CIIyXOBBI€ pEakluu - 5 Mecsam (Ha oOpalleHHYI0 peub pearupyeT YJIbIOKOM, 3HAeT
CBOE MM, pa3jinyaeT CTPOTrYIO U JIACKOBYIO MHTOHAIIUIO OOPAILIEHHOM peun ), SIMOLIUU
U collMajJbHOE TOBEJAeHHE - S5 MecsaM (IMOIMOHAIBHBIN, JIOOUT OOIIEHUE,
MIPOCUTCSI «HA PYUYKW»), ABWKEHHUS PYKU- 5 Mecdmam (OepeT U3 pyK B3pOCIOro
UTPYIIKY U YACPKUBACT €€), IBIKECHUS O0IIHe - 5 MecsaiaM (TSHET PyKH K UTPYIIIKE,
MOJHUMAET TOJIOBY JIe’Ka Ha >KUBOTE W JUIUTENIBHO YJIEP>KUBAET, MEPEBOPAUNBACTCS
CO CNHMHBI HA XUBOT), peYb aKTUBHASA - 5 Mecsmam (TMOJOJTy TYJIHT), HaBBIKA - 6
MecsiaM (€CT C JIOKKHU TYCTYIO MUl ). 3aKII0UeHUE: HEPBHO-TICUXHUYECKOE PA3BUTHE
V rpymnmna, 3 creneHsb.

Onenka (aktuyeckoro mutanus. Macca npu poxaenuu = 2180 r. Macca
¢paktuyeckas = 7800 r. Macca gomkenctBytomas = 8380 r. dakTuueckoe MUTaHUE
Ha oJuH aeHb: B 06.00 anantupoBanHast mojiouHasi cmech 180 mur; B 10.00 monounas
kama 180 1, ¢ppykroBoe mope 50 r, s6m0uHbI oTBap S0 M, 1/8 kenTka KypuHOTO
sina; B 14.00 oBomrHoe mope 150 r, msicHoe mope 50 r, s6mounsiii otBap 50,0 mit; B
18.00 agantupoBanHas mojounas cmech 180 mur; B 22.00 kedup 180,0 M. Beero B
CYTKHM yNoTpeOJisieTcs: afanTupoBaHHON MonouHoi cmecu 360 mi (6enku (b) 4.7 T,
xupbl (K) 10.8 1, yrmeBogast (Y) 30.1 r, sneprum 241.2 kkan), MojaouHo# kamu 180 r
(b83r,K40r ¥V 10.8 1, 261 kkan), ppykrosoro mope 50 r (Y 8.0 r, 30 kkan),
kedupa 180 mi (b 5.0 1, K 6.3r, ¥V 11.7r, 126 kkan), xentka % (b 0.6 r, XK 0.3r, ¥
0.1r, 6.8 xxan), osomHoro mope 150 r (b 24 r, K 0.3 r, ¥ 49 r, 31.5 kkain),
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mscHoro mope 50 r (b 4.5r, XK 1.0r, ¥ 6.5r., 67.5 xkan). Becero ynorpebmnsercs: b
25.51, K 22.7r, ¥V 72.1 1, 764 xkain. [lotpedHocTs B cyTku: b: 2,9 x 8,38 =243 1, XK:
5,5 x 838 =46,1 1, ¥V: 13 x 8§38 = 108,9 r, sneprun: 110 x 8,38 = 921,8 kkai.
BrisiBnen u3zosiTok: b +1.21, Henocrarok: K -23.4r, ¥V -36.8r, snepruu -157.8 kkain.

3akmoueHue 1o (PaKTUYECKOMY NMUTAHUIO: MHUTAHUE TpeOyeT Koppekmww. J[ms
BOCITOJTHCHHSI JTe(pUIUTa YIIIEBOJOB HEOOXOIMMO YBEIHYUTH A0 (DU3HUOIOTHYECKON
notpedHoctu o0bveM Kamu (200 r), ppykrosoro mrope (100 r), oBomrHoro mope (180
'), BBECTU B MUTAaHUE TEUYEHbe JeTcKkoe (5 r); s JUKBUIAAIMHU AePUIUTA KUPOB
BBECTH pacTuTelnbHoe Macio 5,0 r B oBomHoe mope. [lpu mnpoBeaeHuu
peabWIUTAIMOHHBIX ~ MEPONPHUATHM,  HAIMYUM  TOKEJIOM  HEBPOJIOTMYECKOU
CUMIITOMAaTUKE BO3MOKHO yBeJIMYEeHHE KBOTHI Oenka Ha 15-20% mo cpaBHEHHUIO C
(GU3HOTOTUYECKUMH TOTPEOHOCTAMU Ui HeloHomeHHbIX netedt [4]. Ilostomy,
He00Xx0IUMO BBeCTH TBOpoOT JeTckuii Ha 18.00 B o6beme 40,0 r.

BbIBO/IbI

Bo3zgelicTBre HeOmaronpusTHeIX ()aKTOPOB B aHTEHATAIILHOM MEPUOJIEC TIPUBEIIO
K (OPMHUPOBAHUIO MHOXKECTBEHHBIX BPOXICHHBIX MOPOKOB paszBuTHs. CodeTaHue
Spina bifida u anomanuu ApHosbna-Kuapu 2 Tuma xapakTepuszyercs BbIPa)KEHHOU
HEBPOJOTMYECKON  CHUMITOMAaTUKOM W TpeOyeT  MYJbTHAUCIUIIIMHAPHOTO
HaOII0ACHUS CHEUATHCTOB: y4aCTKOBBIATIEIUATP, HEBPOJIOT, XUPYPT,
TPaBMAaTOJIOra-OpTOIE]l, OTOJAPUHIOJIOT, YPOJIOT, CypIOJIOr, Kapauosor. Ponb
Y4acTKOBOTO TMeauaTpa 3aKIYacTcs B JUHAMHUYECKOM OlIEHKE (PU3NYecKoro u
HEPBHO-TICUXUYECKOTO Pa3BUTHSI, aJICKBATHOCTH BCKAPMIIMBAHUSI.
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KIIMHNYECKHUE CJIVUAU HACHEI[CTBEHHOﬁ I'AJIAKTO3EMUU YV
HOBOPOXJIEHHBIX

Mapus Bragumuposra Kpacnosposa®, Mapus Banentnnosaa Mesunal, Munana
Maxa6aroBHa XKuenbaena', Hukonait HukonaeBuy Ky3HeHOB2

Kadenpa rocnuTansHOi nequaTpun

OI'bOY BO «YpanbCckuii TOCyIapCTBEHHBIM MEIULMHCKAM  YHHBEPCUTET»
MunucrepcTBa 31paBooxpanenus PO

’TAY3 CO «ObnacTHas AeTCKas KIMHHYECKast OOTbHUIIA

ExarepunOypr, Poccus

AHHOTALUA

Beenenme. IlpencraBieH aHaiu3 JBYX HCTOPUM JIOHOIIEHHBIX HOBOPOKJICHHBIX
JIETe C HACIECACTBEHHOM TaJlaKTO3€MHUEH, HaXOJMBIIMXCS HA CTAlMOHAPHOM
ameuennn B T'AY3 CO «OOmactHas J[eTckadg KIMHWYECKas OOJbHHUIIA» T.
ExarepunOypra. Ilo nurepaTypHbIM JaHHBIM, OOIas 4YacToTa TaJlaKTO3eMHUU B
EBponie konebnercs ot 1:18 000 mo 1:180 000, B Poccum vacToTa rajlakTo3eMuu
coctaBisieT 1:16242, mpu 3ToM OONBIIMHCTBO Ciy4yaeB 3a0oseBaHusi o0ycioBieHo 1
TUNIOM, Kjaccuyeckuii BapuaHT. ILleab wMccaeaq0BaHMsL - BBIICIUTh PAHHUE
KIMHAYECKHE  TPU3HAKM  TalaKTo3eMUH, CHOPMHUPOBATH  IMATOTCHETHYCCKH
000CHOBaHHOE CBOEBPEMEHHOE JICYCHUE TaJlaKTO3EMUM, MPOBECTH T'€HETUYECKUIN
aHanu3. MaTtepuana u MeToabl. B pamkax paboThl IPOBEJIEH OJUH PETPOCTICKTUBHBII
aHalM3 W OJIMH TMPOCIEKTUBHBIA aHAIU3 UCTOPUN OOJIE3HU HOBOPOKICHHBIX.
Pesyabrarbl. Jlana omnucarenbHasi XapaKTepUCTHUKAa OCOOEHHOCTEW aHaMHe3a,
OOBEKTUBHOTO  COCTOSIHMS, JIaHHBIX JIAOOPATOPHBIX M  HMHCTPYMEHTAIbHBIX,
FeHETUYECKUX  METOJOB  MCCJIEIOBaHUS, METOJAOB  MEIWKAMEHTO3HOTO U
HEMEJIMKaMEHTO3HOIO JICUeHUs rajaktoemuu. BoiBoabl. Ha ¢oHe komruiekcHOM
Tepanmuu ObUIa TIOJydYeHA TMIOJOKUTEIbHAS JUHAMHKA, CTa0Wau3amus oOIIero
COCTOSIHMS MTAI[MEHTOB, HOpMaJIM3allis MToKa3aTeel reMocTa3a U renaTorpaMMel.
KawueBble ciaoBa: ramakrozemus, opdaHHOe 3a0oJieBaHHWE, TI'eMOpPpParudeCcKuil
CUHPOM, TIOJIMOPTAaHHbIE HAPYIICHHS, TUTIEPOMIIUPYOUHEMUSL.

CLINICAL CASES OF HEREDITARY GALACTOSEMIA IN NEWBORNS
Maria V. Krasnoyarova®, Maria V. Mezina!, Milana M. Zhienbayeva', Nikolay N.
Kuznetsov?
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