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Magalada maktabagqadar yas dovriinds tocrid olunmus boy hormonu catismazligi (TBHC) askar edilon
usaqlarda GH1 gen variasiyalarimin miigayisali tadgiqina va prognostik ahamiyyatinin gyranilmasina hasr
edilmis todgigat isi haqqinda molumat verilmisdir. Tadgigata TBHC askar olunan 20 nafar Xasta calb
edilmisdir. TBHC agskar edilan usaglarda GH1 geninin nukleotid ardicilligr arasdrilmigdir. 1 2sas qrupa
(maktabaqadar yas dovriinds boy hormonu catismaziigi askarlanan vaxtindan awal dogulmus ugaqlar) daxil
olan 10 ugaqdan he¢ birindo GH1 geninda patogen mutasiya askarlanmayib. Miigayisa qrupunda (11 qrup —
maktabagadar yas dovriinda boy hormonu catismazligr askarlanan vaxtinda dogulmus ugaglar) 10 usaqdan
5 nafarda tam normal GHL1 geni ardicillig: miisahida edilmisdir. 1 qrupda 9 usaqda ¢ox giiman ki, xosxassali,
1 usaqda ehtimal edilon xosxassali, 1 wusaqda qeyri-miayyan oahomiyyatli variant, 11 grupda
3 usaqda ehtimal edilon xosxassali, 1 usaqda xosxassali, 1 usaqda geyri-miiayyan shamiyyatli variant
polimorfizmi toyin edilmisdir. Tadqigat Swrasinda tok nukleotid polimorfizmi dayarlori statistikasinn
naticalarina asasan rs6171, rs695, rs2005172, rs11568827 tok nukleotid dayisimlari qruplar dizra statistik
ohamiyyatli olaraq toyin edilmisdir. Bu tok nukleotid dayisimlari indiya gadar mutant GH1 gen
polimorfizmlari hesab edilir. Rs11568827 tok nukleotid dayisimi isa yalmz bu todgigat isinda tayin
edilmigdir. Rs6171 gen polimorfizmi asas qrupda 8 usaqda, 4 homoziqot va 4 heterozigot genotipli (30 %
Xasta), Il miigayisa qrupunda 1 XasStoda (7% Xxasta) heteroziqot genotip askarlanmisdir. Vaxtindan avval
dogulan usaqlarda bu gen variasiyasi statistik ahamiyyatli daracada distiinliik togkil etmisdir.
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Tocrid olunmus boy hormonu gatismazhig normal MRT noticalori ilo yanasi miigsahido
(TBHC) hipofiz patologiyalarmm on g¢ox rast oluna bilor. TBHC-nmin klinik xiisusiyystlori
golinon formasidir vo hor 4000-10000 dogusdan mutasiyamin klinik agirligi ilo six olaglidir.
birindo miisahido edilir. TBHC 3-30% hallarda TBHC-nin bir ne¢a variantt mévcuddur [4].
irsi xarakter dasiyir, lakin oksor hallarda sobob TBHC-nin A tipi, GH1 geninin homozigot
molum deyil [1,2]. TBHC erkon yaslardan (ana- delesiyasi noticasinds yaranir. Bu tip ¢ox erkon
dangalma), autoimmun xastoliklor, beyin trav- yasda, ciddi boy qisaligr (boy < -4.5 SDS), boy
mast Vo ya infeksiyalar, sislor vo ya radiotera- hormonunun (BH) mioyyanlosdirilmasi miim-
piya noticasinds (gazamlmig), yaxud sobabi kiin olmayan soaviyyasinin vo BH-ys gars: anti-
bilinmayan (idiopatik) sokilds tazahiir eds bilor. cisimlarin amalo galmasi naticasinda hormon

Anadangslmo TBHC boy hormonunu kod- miialicosi tosirinin zoif olmasi ilo xarakterizo
lagdiran GHZ geninin vo ya boyiime hormonu edilir[56]. o _
reseptorunu  (BHR) kodlagdiran genin muta- TBHC-nin 1B tipi, GH1 genindoki mutasiya-
siyalan ilo olagedar ola bilor [3]. Hipofizin larindan qaynaglanir. Bu zaman boy qisahi
embrional inkisafinda istirak edon transkripsiya daha yiingiil formada olur, BH soviyyasi asagy,
faktorlarmi  kodlasdiran PROP1, HESX, lakin 6lgtila bilondir vo miialicoys yaxs1 cavab
SOX3, OTX2, GLI2, LHX3, LHX4 wo verilir [5,6]. N _
POULF1 genlorinds téranon mutasiyalar, adston TBHC-nin 11 tipi, on gox rast golinon for-
coxsayli hipofizar hormon catismazligina sobab madir vo autosom dominant sokilds irson kegir.
olur. GH1 vo GHRHR genlorindoki patogen Fenotipi doyiskon ola bilor, BH soviyyolori
doyisikliklor TBHC olan xastolords an gox rast Olgiilo bilondir vo zamanla diger hipofiz hor-
golinon genetik pozuntulardir vo bu hallar monu ¢atismazhqglar da térona bilor. Bazon 6n
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hipofizi hipoplaziyaya ugrada bilor [7,8].

TBHC-nin 11l tipi, X xromosomu ilo
iligkilidir vo SOX3 vo ya BTK genlorindaki
mutasiyalar naticasindo yaranir. Bu tip TBHC
Vo ya c¢oxsayli hipofiz hormonunun birgs
catismazligi ilo birlikdo vo ya ayr olaraqg
miisahido edilo bilor. Eyni zamanda Xostods
ektopik arxa hipofiz, ogli gerilik vo immun
sistemdo problemlor ola bilor [7,8].

TBHC-nin 1V tipi, GHRHR genindoki
homozigot va ya birlogsmis heterozigot muta-
siyalarla slagoalidir. Fenotip hipofiz hipoplazi-
yasi, ciddi boy qisaligi, cox asagi baslangic vo
BH-nin stimullagdirici  saviyyasi, IGF-1 va
IGFBP-3 saviyyasinin asagi olmasi vo BH miia-
licasine yaxs1 cavabla xarakterizs edilir [7,8].

TBHC-nin V tipi, RNPC3 genindoki muta-
siyalar noticasinds bas verir. Bu tip dogusdan
sonraki ciddi boyiimo geriliyi, BH-nin olgiilo
bilmayan saviyyasi, IGF-1 vo IGFBP-3 saviy-
yasinin ¢ox asagi Vo ya 6l¢iilo bilmoyacak godor
olmasi, prolaktin saviyyasinin asagi vo ya nor-
mal olmasi vo 6n hipofiz hipoplaziyasi ilo mii-
sahida edilir. TBHC nadir hallarda BH Sekre-
siya Reseptoru (GHSR) genindoaki mutasiyalarla
da baghi ola bilor [5,6]. GH1 geni 17-ci
xromosomun uzun qolu (17924.2) {izorindo
yerlosir vo BH hormonunun sintezini tomin
edir. GH1 geninda 70-don ¢ox mutasiya iden-
tifikasiya edilmisdir ki, bunlar da IGHD 1A, 1B
va Il tiplari ilo olagalondirilir. BHRHR geni iso
7-ci xromosomun qisa qolu (7pl4) iizerinds
yerlosir Vo BH-nin sorbast sekresiyasi tigiin
signali tomin edir. Gendoki 20-don ¢ox muta-
siya bu genin TBHC formasinda rol oynadigim
gostormisdir [9]. Belaliklo, miisyyan olunur ki,
TBHC-nin patogenezinds bir ¢ox gen mutasiya-
larinin rolu vardir. Bunlarin arasdirilmasi boy
gusaliginda genetik faktorlarin rolunu, diagnos-
tik vo prognostik ohamiyyatini giymotlon-
dirmays kémak eds bilor.

Tadqgiqgat isi moktobagodor yas dovriindo
boy hormonu c¢atismazhigit askar olunan
usaglarda GH1 gen variasiyalarmim miiqayisali
todqgiq etmok vo onlarin prognostik shomiy-
yatini aragdirmaq magsadilo aparilmigdir.

Tadgigatin material vo metodlari. Tadgi-
gata osas vo miigayisa qruplarinin har birindon
10 xasto olmagla TBHC askar olunan 20 nofar xasto
calb edilmisdir. Hor 2 grupda xastslorin todgigata
calbedilmo meyarlart standart boy deviasiyast dors-
casinin 4-don asagr olmasi (boy inkisafinin ciddi
sokildo geri qalmasi) olmusdur. | grupa daxil edilon
10 Xostodon 6 nafori vaxtindan avval dogulan vo
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bodon kiitlosi hestasiya yasma goéro az, 4 nofari
vaxtindan avval dogulan Vo badan kiitlosi hestasiya
yagina uygun golon usaqdir. Bunlardan 2 xasto 29-
31 hestasiya hoftasi, 8 Xasto 32-37 hestasiya hoftosi
araliginda dogulanlardir. 3 Xostodo ailoya goéra he-
sablanan genetik hodof boydan gerigalma, 7 xastado
ailoya goro hesablanan genetik hodsf boya uygun
gostaricilar tayin edilmisdir.

Digor torofdon, 1l grupa daxil edilon 10 Xastadon
2 nafori hestasiya yasma goro az kiitloli  vaxtinda
dogulan, 8 nafori hestasiya yasina uygun kiitloda
olan vaxtinda dogulanlardir. Ailoys gora hesablanan
boy inkisafinin longimasi 5 xostodo miigahido
edilmis, 5 XoStodo iso boy inkisafi ailonin digor
tizvlarinin gostaricilorine uygun olmusdur.

Todgigat grupuna daxil edilonlordan todgigatata
gatilmagla bagli rasmi razilig ahnmig va gan ni-
munosi alinaraq GH1 genindoki genetik doyisikliklor
todqiq edilmisdir. Todgigat gruplarindan EDTA-It
sinaq sisolorindo gan niimunalori almaraq DNT
ekstraksiyasi hayata kegirilmigdir. DNT-nin komiy-
yat va keyfiyyati iso Nanodrop cihazinda spektrofo-
tometrik tsulla aragdirilmigdir.

Tadgigatin naticalori vo onlarin miiza-
Kirasi. Todgigat isindo boy hormonu gatismaz-
lig1 askar olunan moktobogodor yas dovriinds
olan usaglarda GH1 geninin sekvens analizini
hoyata kegirtmoklo nukleotid ardicilligi aras-
dirllmigdir. 20 Xasto tizerinds aparilan miiayi-
nonin statistik naticasine gora Azarbaycan
populyasiyasinda boy hormonu catismazlig
agkarlanan Xostolordo tokco Oyronilmis GH1
geninda patogen mutasiya toyin edilmomisdir,
lakin boy hormonu catismazlig: riskini artiran
coxsayli tok nukleotid polimorfizmlori askar
edilmisdir. Boy hormonu ¢atismazligina sobab
ola bilacok diger mutant genlorin aragdiriimasi
tovsiya edilir. Hor bir polimorfizmin ACMG
(American College of Medical Genetics and
Genomics) tosnifatina uygun golon genetik
variantlariin Klinik shamiyyatina gora bolgiisii
2-Ci cadvalds verilmisdir. ACMG meyarlarina
goro xosxassali, ehtimal edilon xosxassali va
geyri-miioyyan ohomiyysatli variant tipli poli-
morfizmlor askar edilmisdir. Belo ki, | asas
grupa daxil olan 10 usagdan heg birindo GH1
geninds patogen mutasiya askarlanmamigdir. 11
grupda 10 usaqdan 5 nofords tam normal GH1
geni ardicilligi askar edildi. | qrupda 9 usaqda
¢ox giiman Ki, xosxassali, 1 usaqda xosxassali
Vo ya ehtimal edilon xosxassali, 1 usaqda geyri-
miioyyan shamiyyatli variant (novel mutasiya
yoniino arasdirilacaq) tosnif edilmisdir. I
grupda 3 usaqda xosxassali vo ya ehtimal edilon



Cadval. TBHC askar olunan usaqlarda GH1 gen variasiyalarinin rastgalma tezliyi
(kod-genetik miiayinaya calb edilon xastalorin ad-soyadina uygun verilmisdir)

Kod | Gen Askar olunan genetik variantlar Rs némra Genotip Tasnifat
AN | GH1 |1. C_000017.11:9.63918895A>C rs2005172 Homoziqot | Xosxassali
2. NM_000515.5(GH1):c.-63A>T rs695 Heterozigot | Xogxassali
3. NM_000515.4(GH1):c.-68A>G rs6171 Homoziqot | Xosxassali/ehtimal edilon
xosxassali
AS GH1 | 1. NM_000515.5(GH1):c.-38A>C rs6172 Heterozigot | Xosxassali/ehtimal edilon
Xosxassali
2.C_000017.11:9.63918895A>C rs2005172 Homoziqot | Xosxassali
BG |GH1 |1.C_000017.11:9.63918895A>C rs2005172 Homoziqot | Xosxassali
2. NM_000515.5(GH1):c.-63A>T rs695 Heterozigot | Xosxassali/ehtimal edilon
Xosxassali
3. NM_000515.4(GH1):c.-68A>G rs6171 Homozigot | Xosxassali/ehtimal edilan
Xosxassali
EA |GH1 |1.NC _000017.11:9.63918895A>C rs2005172 Heterozigot | Xosxassoali
2. NM_000515.4(GH1):c.-68A>G rs6171 Heterozigot | Xosxassoli/ehtimal edilan
xosxassoli
GQ |GH1 |1.C_000017.11:9.63918895A>C rs2005172 Homoziqot | Xosxassoali
2. NM_000515.5(GH1):c.-63A>T rs695 Heterozigot | Xosxassoli/ehtimal edilan
xosxassoli

LA |GH1 C_000017.11:9.63918871del rs11568827 | Homoziqot | Xosxassali

N
2.NC_000017.11:9.63918895A>C rs2005172 Homoziqot | Xosxassali

1.
MB | GH1 |1 NM_000515.5(GH1):¢.328C>G | rs150761983 | Heteroziqot | Qeyri-miioyyan ohomiyyatli

(p.GIn110Glu) variant
MN | GH1 |1.C _000017.11:9.63918895A>C rs2005172 Heterozigot | Xosxassali
2. NM_000515.5(GH1):c.-63A>T rs695 Heterozigot | Xosxassoli/ehtimal edilan
xosxassali
3. NM_000515.4(GH1):c.-68A>G rs6171 Homozigot | Xosxassoli/ehtimal edilan
xosxassali

MN | GH1 |1.NC_000017.11:9.63918895A>C rs2005172 Homoziqot | Xosxassoali

MT | GH1 | 1. NM_000515.4(GH1):c.-68A>G rs6171 Heterozigot | Xosxassali/ehtimal edilon

xosxassali

NA |GH1 |1.C_000017.11:9.63918871del rs11568827 | Heteroziqot | Xosxassali

2.NC_000017.11:9.63918895A>C rs2005172 Homoziqot | Xosxassali
3. NM_000515.4(GH1):c.-68A>G rs6171 Heterozigot | Xosxassali/ehtimal edilan

xosxassali

NM |GH1 |1.C 000017.11:9.63918895A>C rs2005172 Homoziqot | Xosxassali
2. NM_000515.4(GH1):c.-68A>G rs6171 Heterozigot | Xosxassali/ehtimal edilon

xosxassali
3. NM_000515.5(GH1):c.-4T>G rs6173 Heterozigot | Xosxassali/ehtimal edilon

xosxassali

RA | GH1 |1.C _000017.11:9.63918895A>C rs2005172 Heteroziqgot | Xosxassali
2. NM_000515.4(GH1):c.-68A>G rs6171 Heterozigot | Xosxassali/ehtimal edilon

xosxassali

ST GH1 | 1. NC_000017.11:9.63918895A>C rs2005172 Heteroziqot | Xosxassali
2. NM_000515.4(GH1):c.-68A>G rs6171 Homozigot | Xosxassali/ehtimal edilon

xosxassali

SH GH1 |1.C_000017.11:9.63918895A>C rs2005172 Heterozigot | Xogxassali
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xosxassali, 1 usaqda xosxassali, 1 usaqda geyri-
miioyyan ohomiyyatli variantda (yeni askar-
lanan mutasiya olaraq arasdirilacaq) gen poli-
morfizmi toyin edilmisdir.

Ayriligda boy hormonu gatismazlhigimin diger
genetik mexanizmlorinin  do arasdirilmasina
ehtiyac vardir. Toadgigat sirasinda Rs némra tok
nukleotid polimorfizmi  doyarlori  manbayi
statistikasinin naticalarine asason rs6171, rs695,
rs2005172, rs11568827 tok nukleotid doyisim-
lori qruplar tizro statistik ohomiyyatli olaraq
toyin edilmisdir .

Tocrid olunmus boy hormonu ¢atismazlig
diagnozlu xastalords bir ¢ox elmi-tadgigat
islorindo on osas1 Clin  Var monbalorindo
rs6171, rs696 vo rs2005172 tok nukleotid
doyisimlari indiya godar aydmlagdirilmamisdir.
rs11568827 tok nukleotid doyisimi iso bizim
todgiqat isimizdo toyin edilmisdir.

Rs6171 gen polimorfizmi osas qrupda 8
usaqda, 4 homozigot vo 4 heteroziqot genotipli
(30 % xosta), Il miigayisa qrupunda 1 Xxastodo
(7% xosto) heteroziqot genotip askarlanmusdir.
Vaxtindan owvval dogulan usaglarda bu gen
variasiyasi statistik shamiyyatli doracado iistiin
olmusdur. | grupda rs6171 gen polimorfizmi
toyin edilon 8 vaxtindan avval dogulan xastadan
6 nofori, Il qrupda iso gen polimorfizmi
agkarlanan hestasiya yasina goro az kiitlali
olanlar 1 usagda misahidos edilmisdir (codval).

Belaliklo, aparilan arasdirmalar gostormisdir
ki, bu gen variasiyasi hestasiya yasina goro az
kiitlo ilo dogulan usaglarin genetik prognozlas-
dirmasinda daha ciddi arasdirilmalidir [10-12].
Rs695 gen variasiyasi | qrupda 3 (10% Xasto)
heterozigot vaziyyatds, 1l grupda 1 xastads (7%
Xasta) isa heterozigot genotip toyin edilmisdir.
Rs2005172 gen variasiyast | grupda 9 xastods
(30% xosto) 3 heteroziqot vo 6 homozigot
vaziyyatdo, Il grupda 4 xastods (30% Xosto ) 2
homozigot vo 2 heteroziqot genotip toyin
edilmisdir. Rs11568827 gen polimorfizmi iso |
grupda 3 xastads (10% xasto) 2 heteroziqot vo 1

homozigot genotip soklinds tayin edilsa do 1l
grupda heg bir xastodo askarlanmamugdir. Bu
gen polimorfizmi askarlanan usaglar ¢ox yiik-
sok BH dozasina ehtiyaci olan va ¢ox az illik
boyiima siirati gostoran hestasiya yasina goro az
kiitlali vo ekstremal az kiitlali usaglar olmuslar.

Yekun. Todgigata calb olunan 20 xasta tize-
rindoki miiayinonin statistik naticasine gors
Azarbaycan populyasiyasinda boy hormonu ¢a-
tismazligi askarlanan Xostolordo GH1 geninds
patogen mutasiya toyin edilmamisdir. Buna
gora golocokts tocrid olunmus boy hormonu
catismazliginin sababi kimi boy hormonu gatig-
mazligiin yaranmasinda istirak edon digar gen-
lorin arasdirilmasina ehtiyac vardir.

Vaxtindan oavvol dogulan usaglarda Rs6171
gen polimorfizmi statistik shomiyyatli doracado
tstlinliik toskil etmisdir. Bu gen doyisimi toyin
edilon | grupda 8 vaxtindan ovval dogulan
Xastadan 6 nofards, Il grupda eyni gen variasi-
yast hestasiya yasina goro az kiitlali olan xasto-
do miisahids edilmisdir. Demok olar ki, bu gen
variasiyast bodon kiitlosi hestasiya yasina
nisboton az olan usaglarn genetik prognozlas-
dirmasinda xiisusi shomiyysto malikdir.

Osas grupda tocrid olunmus boy hormonu
catismazligi askarlanan Xostalorin GH1 geninin
tam mutasiyas:1 askarlanmasa da, tokrarlanan
gen doyisimlori miisahido edilmisdir ki, bu da
yeni aparilan aragdirmalar tgiin istigamot-
vericidir. Miigayiso grupunda iso Xostalorin
50%-i GH1 geni ardicilliginin aragdirmasinda
tam saglam doyarlondirildi. ©sas vo miigayiso
grupuna daxil olan usaglar arasinda GH1 geni
ardicilliginin  aragdirmasindan  aliman  forgli
naticalor genetik prognozlagdirma vo modellos-
dirmo prosesindo elmi oshomiyyat kosb edir.
Aparillan aragsdirma GH1 gen variantlarimn
spektri haqginda biliklorimizi genislandirmok
vo GH1 gen variasiyalarmm genotip-fenotip
korrelyasiyasini  miioyyan etmoys komok
etmisdir.
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W3YYEHUE BAPUAIIMI MYTAIIUU TEHA GH1 Y JETEM C JE@UIIATOM
I'OPMOHA POCTA

C.H.Hacub6oBa, A.C.I'ax:kueBa, I'. A.AxMe0B
Hayuno-uccnedosamensvcrkuti Huemumym Ileouampuu umenu KA. @apadrcosoil, baky, Azepbaiioican

Pestome. B craThbe H3I0KEHBI PE3YNBTAThl HCCIEAOBAHUS, NMPOBEACHHOIO C LEJBI0 CPaBHUTEIBHOTO
H3y4YeHHS W NPOTHOCTHYECKOe 3HaueHue Bapuanmii rena GH1 y nerell ¢ nmarHo3oM H30JIMPOBaHHBIHN
neunut ropmona pocra (MJT'P) B gomkonpHOM Bo3pacte. B wucciemoBanme Oblin BKIIOUYeHBI 20
nanueHToB ¢ auarHosoM WJII'P. OCHOBHBIM KpHUTEpHEM BKJIIOYEHHUS MAIMEHTOB B HCCIIEIOBaHHE OBLI
naaekc SDS pocra Hinke -4 (TshKenas 3afiepKKa pocTa).

Omnpenenuiy HyKJICOTHAHYIO TOCienoBaTenbHOCTh, TeHa GHI, mpoBens ananu3 mocieoBaTenbHOCTH Y
nereit ¢ gumarnozom WJI'P. Hu y omnoro m3 10 nereid, BKJIFOUEHHBIX B IEPBYI0 OCHOBHYIO TpYIILY,
natoreHHOH Mytanuu B reHe GH1 He oOnapyxeno. Bo Il rpymme y 5 u3 10 nmereit ObuiM MONHOCTHIO
HOpMaJlbHBIE pe3ynbTaThl cekBeHUpoBaHus reHa GH1. B rpymme | y 9 nmereit Obutn BepossTHO 10OpO-
KauecTBeHHbIe, y 1 peOeHKa ObUIH J00pOKaYeCTBEHHBIC/BEPOATHO T0OpPOKayeCTBeHHbIC, y 1 peOeHka Oblia
HeolpeieNIeHHass 3HaYUMOCTh (OyZIeT MCClieZloBaHa Ha MpeAMeT HOBBIX MyTanuii), B rpymnme |l y 3 mereit
ObUTH TOOpPOKAaYECTBEHHBIE/BEPOSTHO NOOpOKadecTBeHHbIE monuMopdu3mbl, y 1 pebeHka ObLIm mH0OpO-
KadecTBEHHbIE MOMUMOp(U3MBI U y 1 pebGeHka momumopdu3Mbl OBUTH HEONpPEAENCHHOW 3HAYUMOCTH
(cnmemyet mccie0BaTh KaK HOBYIO MYTAITHIO).

B xoze nccnenoBanusi Ha OCHOBAaHUM PE3YJIbTATOB CTATHCTUKHU uucia RS (pedepeHTHbI onuMopdusm
OTJICNIBHBIX HYKJICOTHJIOB) OBLJIO YCTAHOBJIGHO, YTO BapHallMMd OTIEIBbHBIX HYKJICOTHIOB S6171, rs695,
rs2005172 wu rs11568827 sBisitoTCS CTaTUCTUYECKW 3HAYMMBIMH BO BCeX TIpynmnax. EanHCTBeHHas
HyKJIeoTHAHAs Bapuanus s11568827 Gvlna BhIsBIIEHA TOJNBKO B HameM uccieaoBanud. [lomumopdusm rena
Rs6171 BousiBiieH y 8 smeTeil OCHOBHOM Ipymibl, Y 4 W3 HUX — TOMO3UTOTHBIA U Y 4 — TeTepO3UroTHBIN
renorun (30% mnarwmentos), Bo |l rpynme cpaBHenust y 1 marmenta (7% mamieHTOB) BBISIBICH TreTepo-
3UTOTHBIM TEHOTHN. DTa BapHalus I'eHa CTATUCTHYECKH 3HAYMMO Yalle BCTPEYalach y HEJOHOIICHHBIX
JeTeH.

GH1 GENE VARIATIONS IN CHILDREN WITH GROWTH HORMONE DEFICIENCY
S.N.Nasibova, A.S.Hajiyeva, G.A.Ahmedov
Scientific-Research Institute of Pediatrics named after K.Y.Farajova, Baku, Azerbaijan

Summary. The article presents a study dedicated to the comparative investigation of GH1 gene variations
and their prognostic significance in children diagnosed with isolated growth hormone deficiency (IGHD)
during the preschool age. The study involved 20 patients diagnosed with IGHD. In these children, the
nucleotide sequence of the GH1 gene was examined. In the first main group (children born prematurely with
IGHD diagnosed during the preschool age), no pathogenic mutations in the GH1 gene were identified in any
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of the 10 children. In the comparison group (group Il — children born at term with IGHD diagnosed during
the preschool age), 5 out of 10 children showed a completely normal GH1 gene sequence.

In group 1, 9 children likely had benign variants, 1 child had a likely benign variant (presumed benign),
and 1 child had an uncertainly significant variant. In group I, 3 children had benign (presumed benign)
variants, 1 child had a benign variant, and 1 child had an uncertainly significant variant polymorphism.

Based on the statistical results of single nucleotide polymorphism values during the study, the single
nucleotide changes rs6171, rs695, rs2005172, and rs11568827 were found to be statistically significant
across the groups. These single nucleotide changes are known as mutant GH1 gene polymorphisms to date.
However, the rs11568827 single nucleotide change was identified solely in this study.

The rs6171 gene polymorphism was found in 8 children in the main group, 4 with homozygous and 4
with heterozygous genotypes (30% of the patients). In the comparison group Il, 1 patient (7%) showed the
heterozygous genotype. Preterm children showed a statistically significant higher prevalence of this gene
variation.
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