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KLINiK MUSAHIDOLOR
YENIDOGULANLARDA NONKETOTIK HiPERQLIiSINEMiYA.

Salehova G.B., Qasimova Y.A.
K.Y.Faracova adina Elmi Tadgiqat Pediatriya Institutu

Nonketotik hiperqlisinemiya va ya glisin ensefalopatiyas1 - mitoxondrial glisin ferment
kompleksinin aktivliyinin olmamasi sababindan ¢lisinin parcalanmasi qiisuru naticasinda
meydana galon, toxumalarda glisinin yi1gilmasi ilo xarakterizo olunan, otozomal resessiv yolla
otiiriilon nadir irsi amin tursu miibadils pozulmasi xastaliklorindon biridir. 9n ¢cox neonatal
dovrda rast golinir vo dogusdan tamamilo saglam korpalards siddatli hipotoniya, siistliik,
ammonin pozulmasi, qusma, qicolmakimi oslamatlorlo 6ziinii biruzo verir. Diaqnoz gan
plazmasinda va onurga beyni mayesindd qlisinin tayini vogenetik miiayina ils tasdiqlonir, lakin
hazirda glisin ensefalopatiyasinin tasirli miialicasi yoxdur vo miialiconin asas hadafi sodyum
benzoatdan istifado edarak glisinreseptorlarim N-metil-D-aspartat reseptoru soviyyasinda
bloklayaraq plazmadaki glisin konsentrasiyasimi azaltmaqdan ibaratdir.

Acar sozlar: metabolik xastalik, nonketotik hiperglisinemiya, qicolma, qlisin.

Irsi miibadilo pozulmalari vo ya irsi miiba- ferment kompleksinin aktivliyinin olmamasi
dilo xastoliklori tibbin on aktual, holo do 6z sabobindon qlisinin pargalanmasi qilisuru nati-
hallini tapmamis problemlarindon biridir, bels cosindo meydana golon, toxumalarda glisinin
ki, xastaliklorin klinik slamatlorinin miixtalif yigilmasi ilo xarakterizo olunan, otozomal re-
olmasi, diagnostika vo miialicosinds ¢atinliklor sessiv yolla otiiriilon nadir irsi amin tursu mi-
yaradir vo erkon olillik vo korpa oliimiiniin badilo pozulmasi xostoliklorindon  biridir
sobobi kimi gostarilir [1]. [3,4]. Yenidogulanlarda xastoliyin rastgolmo

[rsi miibadilo xastaliklori ziilal, karbohidrat tezliyi 1/250000 vo osas genetik qilisur glisini
vo yag tursulariin sintezi vo ya pargalanma- parcalayan dord spesifik ziilaldan ibarat olan
sinda istirak edon fermentlorin genetik qiisuru mitoxondrial ferment kompleksinin aktivliyin
noticosindo  yaranan patoloji  voziyyatdir olmamasidir: piridoksal fosfatdan asili P zii-
[2]. Irsi amintursu miibadilasinin pozulma xos- lali, tetrahidrofolat tolob edon T ziilali, fer-
toliklorindo do orqanizmdo amin tursularinin mento hidrogen dasiyan H ziilali vo bir nov
miibadilo prosesindo istirak edon bir sira fer- lipoamid dehidraz olan L ziilal [1,4,5]. Bu
mentlorin ¢atismazligi geyd olunur vo bu mii- ferment kompleksinin ziilallarinin vo ya onla-
badils pozulmasinin 4 tipi vardir: rin ko-faktorlarinin hor hansi birinin tam vo ya

 amintursularin ganda vo sidikdo artmasi gisman ¢atismazligl naticosinds glisinin toxu-
ilo miisayst olunan aminoasidopatiyalar — malarda par¢calanmasi pozulur va xastalik man-
fenilketonuriya, histidinemiya, hiperglisinemi- zarasi beyin toxumasinda yigilan glisinin tok-
ya, hiperlizinemiya, tirozinemiya vo s. aiddir. sik tosirlori naticasindo inksaf edir [2,6]. Xos-

* amintursularin yalniz sidikde artmasi ilo toliyin dord klinik formasi var: neonatal vo
miisayot olunan aminoasidopatiyalar (ganda infantil, onlar 6z ndvbosindo yiingiil vo agir
onlarin soviyyasi doyismomis galir)-homosis- gedisli formaya ayrilir [3,7]. On ¢ox rast goli-
tinuriya aid edilir. nan neonatal formadir, bels ki, bu zaman kor-

 amintursularin noql olunmasi sisteminin palor saglam dogulur, lakin sonradan ilk hof-
irsi pozulmasi - sistinuriya, hiperglisinuriya vo tolorde ammo zaifliyi va siistliik, qicolma kimi
s. daxildir. olamatlorlo 6ziinii biruze verir vo bu simp-

« ikincili olaraq tubulyar ¢atismazliq za- tomlar siiratlo irolloyorok neonatal dovrdo ap-
man1 yaranan ikincili hiperaminoasiduriyalar noe vo koma ils naticalons bilar [2,8].

[1,3]. Dogusdan tamamils saglam olan yenido-

Nonketotik hiperqlisinemiya (NKH) vo ya gulanlarda ommenin zoif olmasi, siistliik, da-
glisin ensefalopatiyasi - mitoxondrial glisin vamli ¢oki itirmo, moada-bagirsaq pozgunlug-
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lar1, sababsiz qicolmalarin olmasi metabo-lik
xastaliklora, o cliimladon do nonketotik hi-
perqglisinemiyanin movcudluguna siibho yarat-
malidir [1,6,9]. Yenidogulanlarda nonketotik
hiperglisinemiya, demok olar ki, homiso tacili
yanasmagi tolob edon hal kimi gobul edilmo-
lidir, ¢iinki diagqnozda gecikma xastonin olil-
liyino vo hotta dliimiino gotirib ¢ixara bilor
[7,10]. NKH-nin dorman miialicesi  erkon
neonatal dévrds bir godor faydali ola bilsa do,
lakin qglisinin uzun middatli toksik tasiri nati-
cosinda beyin zodslonmasinin qarsisini almaq
qeyri miimkiindiir [4,8,11]. NKH miialicasin-
do Na-benzoat mohlulunun vo tam hidrolizo
olunmusg qidanin toyini faydali ola bilor,bu
zaman xastaliyin agirliq doracasini, alilliyin va
Oliimiin nisbaton qarsisini almaq miimkiindiir
[5,12].

Belalikla, nonketotik hiperglisinemiyanin
zamaninda askar edilmosi, miivafiq miialico-
sinin toyin olunmasi, bu xastolikdon 6liim va
olilliyin qarsisinin alinmasinda hall edici rol
oynaya bilor.

Klinik miisahida. Xosto (t/k 5167) uzaq
qohum evliliyindon, 25 yasl ananin ilk hami-
loliyindon, vaxtinda, saglam, 3000 qr. ¢akilo
tobii yolla dogulan oglan usagi K.Y .Foracova
adina ETPi-yo 3-cii dofo tokrar daxil olub.
Hal-hazirda 4 ayliqdir, badon kiitlasi 3000qr.
Ik dofs> yenidogulma dévriinds, hoyatinin
iiclincii gliniindon Anesteziologiya reanima-
siya v intensiv terapiya sobasindo - Neonatal
sariliq, botndaxili infeksiya diagnozu ilo miia-
lico alib, nisbi yaxsilagsma ilo evo gedib. Tokrar
1 ayliginda tez-tez tokrarlanan qusma, amma
zoifliyi, siistliik sikayotlori ilo ambulator
miiraciot edib vo qastroezofagial refluks diag-
nozu ilo mialico alib. Stasionara son miira-
ciotinin sobabi siistlilk, ammanin iki giindiir
cotinlogsmasi, qicolmalarin bag vermasi olmus-
dur. Daxil olarken xastonin vaziyyati ¢cox agir
qiymatlondirilmisdir. Usaqda qicolmalar va
bunun naticosindo tonoffiis ¢atismazligi inkisaf
etmisdir, xosto tibbi gostoriglo intubasiya olu-
naraq siini ventilyasiya aparatinda respirator
dostok almisdir. Husu soporoz, fiziki inkisafin
geriliyi qeyd olunur; basi1 dairovi formadadir,
b/o 2,5%2,5 sm., batiqdir. Daorisi avazimis, qu-
rudur. Darinin turqoru vo elastikliyi asagi en-
migdir. Coki defisiti 50% toskil edir. Dos
simiiyli batiqdir, tonoffiis aktinda komokei
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qrup azalalar istirak edir, auskultasiya zamani
hor iki agciyor lizorindo sort tonoffiis esidilir.
Urok tonlar1 karlasmisdir. Qarm1 yumsaqdir,
garaciyar saq gabirga qovstindon 3,5 sm. agagi-
da ollenir, dalaq ollonmir, fizioloji aktlar sor-
bastdir.

Xostonin anamnezini (qohum evliliyi, tok-
rar xostoxanaya daxil olma, ¢oki defisiti, da-
vamli qusma, siistliik, qicolmlarin olmasi) va
hazirki voziyyetini nozoro alaraq metabolik
xastaliya siibho yaranmigdir vo asagidaki labo-
rator miiayinalor aparilmisdir:

Qanmin iimumi miiayinasi: HGB-8,9q/1,
HCT: 26%, RBC-3,21x10%2, WBC-16x10°,
PLT-170000, ¢ub-2,0%, seqm-68%, eoz-3%,
limf-25 %, mon-2% ECS-10 mm/saat

Qanin biokimyavi miiayinasi: imumi ziilal-
34q/l, AST: 280 U/L, ALT: 185 U/L, CRP: 12
mg/L, kreatinin-49 mmol/l, sidik covhari-
17mmol/l, albumin-25q/I

Qamin tursu-qalavi miivazinati: pH 7.00, pCO2
12,HCO3: 2,2, BE: -25, Anion defisiti-41,4, laktat
- 7,3mmol/l; Na-149mmol/l , K-2,6mmol/l, Ca-
0,7mmol/l, CI-108 mmol/l, sokar-9,3 mmol/I

Qanda amin tursularindan qlisinin saviyyasi-
724,2mmol/l (N-111-420), ammonyak- 783,6 (N-
60-150).

Sidiyin iimumi miiayinasi: sixlig-1026, ke-ton
—manfi, qlukoza-manfi, zulal++.

Déds qofasinin  rentgen miiayinasi- bronx-
agciyor sokli giliclonmisdir, pnevmonik kolgalor
izlonir.

Neyrosonografiya- Beyin qan dovranmin po-
zulmast.

Abdominal USM-Qaraciyar 80*54 mm (N=
60*40).

Aparilan kliniko-laborator miiayinalors asasan
xastaye asagidaki klinik diagqnoz qoyulmusdur:
Nonketotik hiperglisinemiya. Toksi-kodistrofik
vaziyyat. Beyin qan dovraninin pozulmasi.

Aparilan intensiv terapiyaya baxmayaraq,
usagin vaziyyestinds miisbot dinamika geyd olun-
murdu, tadricon komatoz vaziyyat inkisaf etmis-
dir vo usagin hayatini xilas etmok miimkiin olma-
musdr.

Beloliklo, yuxarida qeyd olunanlar1 nozers ala-
raq vurgulamaq lazimdir ki,0nco ilk giinlorindon
saglam goriinan, lakin sonradan aktivliyi vo ammao
gabiliyyati asag1 diigon, siistlogon, qicolma kegiron
korpalorda nonketotik hiperqlisinemiya kimi me-
tabolik xastoliklorin ola bilocayini unutmamaliyiq.
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PE3IOME
Hexerornyeckasi runeprivuuHeMUs HOBOPOKIECHHbIX

Caaexona I'.B., I'aceimMoBa E.A.
Hayuno-Hccneoosamenvckuti Uncmumym Ieouampuu um. K. @apaosrces0i

Kniouesvie cnosa: memabonuueckue 00ne3HU, HEKEMOMUYECKAsl 2UNEP2IUYUHEMUs, CYOOpOo2l,
SAUYUH.

HekeroTnueckass TUNepriauliMHEMHs WM TIMIIMHOBAS dHIEanIonaTHs - PeIKoe TeHETUYECKOe
MeTabosmueckoe 3a001eBaHNe C ayTOCOMHO-PEIIECCUBHBIM TUIIOM HACJIEA0BaHUS, XapaKTePU3yeTCs
NePUITUTOM aKTUBHOCTU (P€PMEHTa paCIICTTICHUS TIMIIMHA M, KaK CJIECTBUE, HAKOIUICHHEM OO0JIb-
IOTO KOJIMYECTBA TJIMIIMHA BO BCEX TKAaHAX M JKUAKOCTSIX OpraHu3Ma, BKIIIOYas TOJIOBHOM
Mo3r. HeoHaransHbie (hOpMBI HAYMHAIOT MPOSIBJIATHCS B TIEPBbIE Yachl M THU KU3HU B BUJIE TIPOTPEC-
CHUPYIOLIEH BSUIOCTH, TATOTOHUU U MUOKJIOHUYECKHUX CYI0POT, BEIYIIUX K alTHO3 U, 4aCTO, K CMEPTH.
BeokuBIIME JI€TH UMEIOT TIYyOOKYIH0 YMCTBEHHYIO OTCTAlOCTh M TPYAHO KOHTPOJIUpPYEMbIe
cynoporu. OqHOBpEMEHHOE UCCIEOBAHNE TJIUIIMHA B TIa3M€ KPOBU U CIUHHOMO3TOBOM KUIKOCTH,
a TaKk)Ke MOJIEKYJISIPHO-TEHETUYECKOE TECTUPOBAHNE OMAIITIEIbHBIX T€HOB TOCPEICTBOM CEKBEHUPO-
BaHMS T€HA SIBIIAIOTCS 0a30BOM TMarHOCTHUKON HEKETOTHYECKOU rurnepriauuuaeMun. Omaako shdex-
THUBHOTO JICYCHUS TSDKETIOW TIUIIMHOBOM SHIEhANTONaTHH HA CETOJHSIIHUN IeHb HE CYIIECTBYET, a
OCHOBHAs 3a/1aua JICYCHHS 3aKITI0YACTCSl B CHUYKCHUU KOHIICHTPAIIMU TIIMITMHA O€H30aTOM HATPHS B
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IUIa3Me myTeM OJIOKMPOBAHUS TIMLIMHEPrMYECKUX PELENTOpOB Ha ypoBHE perentopa N-mertwmi-D-
acriaprara.

SUMMARY
Nonketotic hyperglysynemia in newborns

Salekhova G.B., Gasimova Y.A.
Scientific Researh Institute of Pediatrics named after K.Y.Farajova
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Non-ketotic hyperglycinemia or glycine encephalopathy is a rare genetic metabolic disease with
an autosomal recessive mode of inheritance, characterized by a deficiency in the activity of the
glycine cleavage enzyme and, as a consequence, the accumulation of large amounts of glycine in all
tissues and body fluids, including the brain.Neonatal forms begin to appear in the first hours and days
of life in the form of progressive lethargy, hypotension and myoclonic seizures, leading to apnea and,
often, death. Surviving children have profound mental retardation and hard-to-control seizures.
Simultaneous study of glycine in blood plasma and cerebrospinal fluid, as well as molecular genetic
testing of biallelic genes through gene sequencing are the basic diagnostics of non-ketotic
hyperglycemia.However, there is currently no effective treatment for severe glycine encephalopathy,
and the main goal of treatment is to reduce the concentration of glycine with sodium benzoate in
plasma by blocking glycinergic receptors at the level of the N-methyl-D-aspartate receptor.
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