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nuLieBapeHns NpakTU4Yeckn ¢ OAUHAKOBOM 4acTo-
TOW 3a cYeT pasHoobpasusa HO30MOrnM4Yecknx PopmM.
Cpean Hosonornyeckux opm nogknacca npeob-
nagalT BPOXAEHHble aHOManuM KUWEeYHWKa —
77,5%, KOTOpble Yalle perncTpmpyoTcsa y 4eTeln B
BO3pacTHbIX rpynnax 4-6 u 7—11 net. BpoxaeH-
Hble aHOMarnum XXen4yHoro ny3bips cocTaBnatoT 7%,
ocTanbHble Ho3omormyeckme opMbl He NpeBbiLa-
toT 5%-Horo 6apbepa.

[MonyyeHHble B xo4e ucCCnefoBaHUs pesyrib-
TaTbl U UX aHanu3 CBUAETENbCTBYIOT O TOM, YTO
Ha coBpeMeHHOM aTane y geten KpacHopapcko-
ro Kpas vactoTa BCTpeyaemocTu 3aboneBaHui
opraHoB nuilieBapeHusi ctabunbHa n cocTaBnsieT
okono 10% B cTpykType Bcen 3aboneBaemMocTu no
obpaliaemocTn.

XpoHunyeckne ractTputbl M racTpO4YOAEHUTHI Y
peten KpacHogapcKoro kpasi sBnsitOTCA camon pac-
NPOCTPaAHEHHOW MNaToforMer MU COCTaBMSOT OKOMO
60% B cTpyKType knacca 6onesHen opraHoB nuiie-
BapeHus. MpoBefeHHbIN aHanu3 nokasbiBaeT, YTo
Takas pacnpocTpaHeHHas B nonynsuuu naTtonorus
Kak 6onesHu opraHoB nuiieBapenusi (okono 20 Tbl-
CAY criyyaeB 3a rog), B 3Ha4MMOM KONM4ecTBe MmeeT
NCTOKN XPOHMU3aLMKN YXXE B AOLUKONIbHOM BO3pacTe U
3HaYMMO YBENMYMBAETCS C Hadanom obyyeHus ge-
Ten B LLUKOSE.

YBenuyeHue criyvyaeB peructpauum ss3BeHHOM
bonesHun xenygka n 4BeHaauaTUNEPCTHOW KULLIKK
HaunHasa ¢ 7 NeTHero Bo3pacTta U Xen4YHOoKaMeH-

Hoi 6GonesHM B MnaflWux BO3pacTHbIX rpynnax
TpebyeT akTuBM3auum npodunakTuyeckon pa-
60Tbl NeanaTpuyeckoro 3BeHa W ynyylleHus Ka-
YyecTBa AMCNAHCEPHOro HabniAeHUs 3a OeTbMU
C XPOHUYECKMMU 3a60NeBaHUAMN OpraHoB nuiie-
BapeHus.
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B 2013 r. Ha 6a3e KybaHckol MmexxpernoHanbHoM Meanko-reHeTUYEeCKoM KOHCYNbTauum no nporpamme «HacnegacteeH-
Hble 6one3Hn obmMeHa» 6bino obcnegoBaHo 68 501 HoBOpOXKAEHHLIN. MeToaoM uccnegoBaHMs SIBUNOCh onpeaerneHme
YPOBHS1 17a-okcunporectepoHa NyTeM UMMYHOMOOPECLIEHLMM, NOATBEPXKAAIOLLASCA AUArHOCTNKA OCHOBbIBarach Ha
onpeneneHun mytaumin B reHe CYP-21. OnpeneneHa yactoTta 3abonesanusi, coctaensiowias 1:8069 HOBOPOXAEHHbBIX.
PaHHsa gnarHocTuka 3abonesaHuns npegoTtepallaeT rmbens AeTen OT CoNbTEPSAOLLMX KPM3O0B 1 CNOCOBCTBYET NpaBurb-
HOMY BbIGOPY MOMOBOV NPUHALAMNEXHOCTU MPU BbIPAXXEHHOW BUPUNN3ALIMN HAPYXKHBIX TEHUTaNNN y AeBOYEK.
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BeepeHue

BpoxxaeHHasa ANChYHKLUNS KOpbl HAAMNOYEYHUKOB
(BOKH) — rpynna 3abonesaHuii ¢ ayTOCOMHO-peLiec-
CVBHbIM TMMOM HacnegoBaHus, 00YCrNOBMEHHbIX He-
AO0CTaTOYHOCTbIO OAHOMO U3 hepMeHTOB BMOCKMHTE3a
CTEPOVAHbIX FOPMOHOB, BbipabaTbiBaeMbiX B Kope
HagnoyevHnkoB [3, 6]. B ctpaHax EBponbl yactoTa
BOKH sapbupyeT ot 1:10 000 go 1:14 000 >xmBOpOX-
OeHHbIX geTten [1].

Mo3gHAA gmarHocTnka, HECBOEBPEMEHHAS U He-
KoppekTHasa Tepanus BOKH npmBogaT Kk Tsxenbim
nocnencteusaM: rméenu pebeHka OT ConbTepSLLUX
Kp130B, owwmnbkam B BbIOOpEe MOMOBOW NpUHALNEX-
HOCTU NPU BbIPAXEHHOW BMPUINM3AUUN HaPYXHbIX
reHuTanun y geBouek, HapyLleHusaM pocTa U nono-
BOro cospeBaHus, 6ecnnoguto [5]. Hanbonee pac-
npoctpaHeHHon popmont BOKH (90-95%) saBnsieTcs
HeJoCTaTOYHOCTb 21-rMapoKcMnasbl, Ans gnarHoc-
TMKW KOTOPOW NpeaioKeHo NpoBeAeHNE HeoHaTarb-
HOrO CKpVHMHra, Nno3BOAIOLWEro BbiSBUMTL 3abone-
BaHWe Ha AOKNUHUYECKOW CTaaumn 1 CBOEBPEMEHHO
HayaTb feyeHue. B OoCHOBE CKpMHMHIra nexuT on-
pegeneHne ypoBHs 17a-okcurmgponporectepoHa
(17-OHP) B cyxmx obpasuax KpoBM Ha TecT-OnaH-
kax [10].

B Poccun HeoHaTanbHbI ckpuHUHT Ha BAKH npo-
Boantca ¢ 2006 r. B COOTBETCTBMM C nNpukasomMm Mu-
HUCTepPCTBaA 34PaBOOXPAHEHNSA N COLUMANbHOroO pas-
BuTMS Poccunckon ®epepauum ot 22 mapta 2006 .
Ne 185 «O maccoBom obcnenoBaHuM HOBOPOXOEH-
HbIX AeTew Ha HacneaCTBEHHbIE 3a60neBaHNs».

Llenblo uccnefnoBaHus SBUNCS aHanu3 AaHHbIX
pe3ynbTatoB MOMEKYNsipHO-reHETUYECKOro uccne-
nosaHusa geten ¢ BOKH B KpacHogapckom kpae.

Marepuansl n metoppbl

MaTepuanom Ana uccnefoBaHUst CRyXunu aaH-
Hble, NofyyYeHHble B pe3ynbTate obcrnenoBaHMs Ha
BOKH HoBOpOXAOeHHbIX, poausLunxca B KpacHogap-
ckom kpae (KK) 3a 2013 rog. Hakonnexve n obpa-
6oTka nHdopmMaLM1 NPOBOANNNCE C UCMONb30BaHM-
em paspaboTaHHon B KybaHCkon MexpermoHansHom
MEANKO-TEHETUYECKON KOHCYNbTaUMu KOMMbIOTEP-
HOW nporpammbl «HeoHaTanbHbIN CKPUHUH [8].

YpoBeHb 17-OHP onpegensanu metogoMm wm-
MyHOloOpecUeHTHOro TBepaodasHoro aHanu-

32 C BpPEMEHHbIM pa3peLleHNEM JHOMUHECLEH-
umm. CornacHo MeToAMyeckuM pekoMeHAauusm
OHOOKPUMHONOrMYECKOro HaydHoro ueHTpa [5] 3a
NMOpOroBbIi YPOBEHb Y AOHOLUEHHbLIX HOBOPOX-
OEHHbIX (CpoK recTtauuMm Oonbwe 36 Hegens,
Bec Oonbwe 2,5 kr) npuHuManu 3HadeHus 17-
OHP 21 Hmonb/n, y HEOOHOLIEHHbIX MPU CPOKe
rectaumn 33-36 Hepgenb (BeCc MeHblle 2,5 kr) —
60,0 HMonb/N, Npu cpoke rectaunn 23—32 Hepenu —
100,0 Hmonb/n. lNogTeepxgarolias AnarHocTuka
nposogunack NyTemM onpegeneHns B KpOBU YPOBHS
Kanusi, HaTpus, koptusona, 17-OHP, ynbTpasByko-
BOr0 UCCMNeAoBaHUSA HAAMOYEYHNKOB U MOJSEKYNsp-
HO-reHeTUYeCKOoro nccnegoBaHusa Ha 6ase saHOoKpU-
HOMOrMYeCcKoro Hay4yHoro LeHtpa r. MockBsbl.

Pesynbrarsl uccnegoBaHms

B 2013 r. Ha 6a3e KybaHckon mexpernoHanb-
HOW MeOUKO-FreHeTUYeCKOW KOHCynbTaumMm no npo-
rpamme «HacnepctBeHHble 6one3Hn obmeHax
Obino ob6ecnegosaHo 68 501 (99,4%) HoOBOpOXAEH-
HbIN. [oBbIWEHHbIE 3HaYeHusa 17-OHP ycTaHoBne-
HO ¥y 1% poauswwnxcs. lNpoueHT oxBaTa peTecTta
coctaBun 77,7%. B 2013 r. B KpacHogapckom kpae
ObIN0 BbIABNEHO 6 AeTel ¢ JaHHOW naTonornen.

N3 6 petent ¢ BOKH y 5 okasanacb conbTepsito-
was gopma 3aboneBaHus (3 manbymMka n 2 geBOY-
KW), 1 ogHa AeBoYKa Obina ¢ Heknaccuyeckon cop-
Mo 3aboneBaHuda. Bcem getam Gbino npoBeaeHo
MOMeKynsipHO-reHeTudeckoe obcnenoBaHue. [etn
poounucbk Ha 3912 Hepenn GepemMeHHOCTU C Mac-
con Tena 3427+653 r, gnnHon Tena 5215 cm. lNep-
BUYHbIN 3abop kpoBu Ha 17-OHP npoBoawuncs Ha
411 geHb XXMU3HW, NOBTOPHLIN — Ha 1818 AHEN XN3HK
(c 10-ro no 34-n). JleyeHne 60nbHbLIX ObINO HAYaTO B
Bo3pacte 20112 gHen XU3Hu.

MonekynspHasa pguarHocTMka pgedpuuunta 21-
rmapoKcunasbl OCHOBaHa Ha MOMEKYIIAPHO-TEHETH-
YEeCKoM MCcCcrneaoBaHWUW, BbISBNIEHUU MyTauuR Kak
cnepcTBust pekoMbuHauun mMexay OBYMsi CTPYK-
TYpHbIMKU reHamun depmeHTa [1]. Oba reHa noka-
NN30BaHbl Ha KOPOTKOM Mriedye 6- XPOMOCOMbI
pSgoOM C TFNaBHbIM KOMMIIEKCOM TMCTOCOBMECTU-
mMocTu (HLA — aHTUreHOM NenKounTOB YenoBeka).
OavH reH koaumpyeT rugpokcunasy-B (21-Ia-B),
BTOpOW (NcesaoreH) — rmapokcunasy A (21-Ia-A).

UMNOHUTIMTOW NISHRABH UMNOHEQAY
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B3anmocBasb mexay KnuHudyeckmmmu cpopmamu gecdumumrta 21-rugpokcunasbl
M Hanbonee YacTbiMU reHHbIMU MmyTauusamum (no C. L. Acerini, I. A. Hugnes, 1999)

Tun myTauuu OK30H deHOTUN
Oeneuns - ConbTtepstowasn dopma
Arg 356 8 ConbTepstowasn dopma
Trp GIn 318 stop 8 ConbTepsitowas hopma
Intron 2 splice 2 ConbTepsitowasi popma 06bI4HO
lle 172 Asn 4 MpocTasga BupunbHasa popma
Gly 110, 8nt 3 ConbTepstoLllas hopma

98% HykneoTMagHOW nocnefoBaTeNlbHOCTU FEHOB
21-FA-B v 21-IA-A vpeHTtuyHbl [1]. lMceBporeH
COAEPXUT pag MyTauuin, KOTOpbIn AenaeT HeBO3-
MOXHbIM MpOUECC CYUTbIBAHUA UHpOpMauun Ha
maTpuyHyto PHK n Ttakum obpasom nuwaet ero
akTUBHOCTU. PasnuyHble CTpykTypbl reHoB 21-I]
€o30aloT NpPeanochiniki ANa MHOTOYUCIEHHbIX Ba-
pUaHToOB MyTaLUN.

B HacTosiwee Bpems onucaHo 6onee 200 pas-
NUYHBLIX MyTaUWi, NPUBOAALLMX K YHACTUYHOWN Unn
nonHon noTtepe EpPMEHTATUBHOW aKTUBHOCTU
21-I'g [5]. AKTUBHOCTb MYyTaHTHbIX dopm 21-I1,
KOTOpble MMEIT cneunduryeckme 3ameHbl aMUHO-
KUCINOT U BCTPEYAKTCH Y FTOMO3UIOTHLIX U reTe-
PO3MTrOTHBIX BOMNBbHBIX C HEAOCTAaTOYHOCTbLIO 3TOrO
3H3MMa, B OCHOBHOM KOppenupyeT C KMnHuYec-
Kol KapTuHOM 3aboneBaHns, YTO NpeacTaBneHO B
Tabnuue [1].

BbisiBNeHne KOHKpeTHbIX MyTauui reHa nomoraet
noaTBepAMTL AnarHo3 n guddepeHumposatb dop-
My BI'KH, pelunTb BOnpoc o He06XxoauMoCTH Havana
Tepanuu.

B Hawmnx uccnegoBaHuaX Mbl MOAyYMnu criefyto-
liMe AaHHble: 5 geTen MeloT conbTepstoLLyo dop-
My, KOTOpas npeacTaBrieHa cnegyowumMmm MmyTaums-
mu: 12 spl./I2 spl., E 3 del, 1172 N/I172 N. CneayeTt
OTMETUTb, YTO B CeMbe Yy pebeHka ¢ myTaumen E 3
del yxxe ectb oanH pebeHok ¢ NogoGHOM MyTauunen.
Y pebeHka ¢ Heknaccuyeckon doopmor 3aboneBaHust
BbisiBneHo P30L/P30L.

O6cyxaeHue
B 3akniouyeHne crnefyet noavepKkHYTb, 4TO
BrKH, o6bycnosneHHas pgedwuumtom  21-I'M,

NpoAoSKaeT LWMPOKO MccnefoBaTtbCs € TOY-
KN 3pEHNA KaK KIMHUYECKMX W TOPMOHamNbHbIX
NPOSIBMEHNIN, Tak U MONEKyNApHou reHeTukun. K Ha-
CTOSILLEMY BpPEMEHW onpefeneHbl MONeEKyNsipHble
MeXaHN3Mbl pa3nMyHbIX opM 3TOro 3aboneBaHus.
B KpacHopgapckom kpae Hambonee 4acTto BCTpe-
yalTca npu conbTepsalwen dopme 3abone-
BaHus cregywowme mytauum: 12 spl./12 spl.,
E 3 del—wn B meHbwelri ctenenn 1172 N/1172 N. B pe-

3ynbTaTe reHeTMyecknx pa3paboToK MoBbICUNACh
TOYHOCTb NpeHaTanbHOM — U paHHeW NocTHaTarb-
HOM [OWarHoCTUKK, YCTaHOBUMUCbL B3aMMOCBSA3U
MeXay KMUHUYECKUMU NpOosiBeHusAMU agpeHore-
HUTanNbHOro CUHAPOMA U BbI3biBALWNMKU UX FOp-
MOHanbHbIMU U MOJSIEKYNAPHO-TEHETUYECKUMU Ha-
pyweHnamu. AKTyanbHbIM HanpaBneHnemM AeTCKOM
3HOOKPUHOIOIMN OCTaeTCs COBEPLLUEHCTBOBaHME
MEeTOOMKM NpOoBeAeHUs MacCOBOro HeoHaTamnbHO-
ro CKpMHWHra gaHHoro 3aboneBaHus. YnydlleHve
M paclmpeHme BO3MOXHOCTEN amnarHoctnkn BIKH
No3BOMNAT ONTUMM3NPOBATL MPOTOKOSMbI JleYeHUs
n HabnwoageHus 60MbHBIX C agpeHoreHUTanbHbIM
CUHAPOMOM C y4eToM nosnia, Bo3pacTa, KIMHu4Yec-
KOW cuTyauuu, nomoryT npegoTBpaTuTb Mnporpec-
CupoBaHue naTonorMyeckoro npowuecca n ero oc-
NOXHEHUN, MUHUMU3NPOBAaTb NOOOYHbLIE 3PdDEKTDI
3aMeCcTUTEeNbHOW rOPMOHarbHOW Tepanuu.
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Llenbto paboTbl ABMNOCH BbISIBIIEHWE YACTOTbl HEBPOSOrMYECKOW MaTonorMm NogpocTkoB. Beino ocmotpeHo 2507
cryaeHTtoB (1414 toHowen, 1093 geBywwkn) B Bo3pacTte oT 16 o 18 nert. MNMposoannucek c6op HeBponormyeckmx xanob,
OLeHKa HEeBPOOrM4ecKoro craTtyca, aHanus MeamuuHCkux kapT. MNonyyeHHble gaHHbIe Obiny ctatncTudeckn obpaboTa-
Hbl. Taknm oBpa3som, y YeTbIpex NATbIX CTyAEHTOB OTMEYEHbl HEBPOMNOrMYeckme HapyLueHus. Yalle Bcero BCTpeyanumch
HajcerMeHTapHasa BeretTaTMBHas HeJOCTaTOYHOCTb, BepTebporeHHoe mopakeHwe, nepBuyHble rorosHble 6onu. lMpu
3TOM Yy [eByLUeK Yalle, YeM Yy IOHOLLEN, BCTpeYanucb HagcerMeHTapHas BeretaTMBHas HE[OCTaTOMHOCTb U MEPBUYHbIE
ronosHble 60nu, a y oHoLen — BepTebporeHHas NaTonorusi ¢ NPeNMyLLEeCTBEHHBIM MOopaXXeHWeM MOSICHUYHOro oTaena.
Cpeam nepBrYHbIX Liedpanruin ronoBHas 6onb HanpspkeHns BCTpeyanack B 8 pa3 yalle, YeM MUrpPeHb.

Krouesnbie crioga: NoApOCTKM, FONOBOKPYKeHue, Ledanris, opconaTtus, MArPeHb.
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The aim of this scientific work is detecting of neurological pathology among first grade students. We examined
2507 students (1414 male and 1093 female) in the age from 16 to 18 in the process of deep medical examination. We
collected neurological complains, neurostatus, analyses of medical documentation. This data was statistically handled.
Therefore 80% of students had neurological pathology. The most frequent cases were vegetative-vascular dystonia,
vertebrogenic pathology and essential headache. The gained data means the very high level of neurological disease
among students, which shows not only importance of rehabilitation activities, but modernization of preventive activities
among adolescences.

Key words: teens, dizziness, cephalalgia, dorsopathy migraine.

Mo mHeHuto akcnepToB BO3, 300opoBbe ABnseTcs
OAHVM U3 KpUTEPMEB KadecTBa xuM3HK [3]. ObLiens-
BECTHO, YTO 340pOBbe YernoBeka Ha 50% 3aBuCUT OT
obpasa xu3Hu. Obpas Xn3HM MOXET crnocobCTBO-
BaTb COXPAHEHWUI0 U Pas3BUTUIO 340OPOBbS, @ MOXET
He TONbKO MPOBOLMPOBATL CHWXEHME MOoTeHuuarna
3[0POBbS YEMNOBEKA, HO M ObITb MPUYMHON COKpalLLe-

HUSI TeHeTMYecKM npegonpenerneHHon MnpoaoIKU-
TENbHOCTW ero XusHu [1].

«dunocockoe NOHATUE pPacCMOTPEHUs Bpe-
MEHW Yalle BCEro COMPsKEHO C NMOHATUEM U3Me-
HeHusl, Oyab TO B dhopMe OBWXEHUSA, MpoLeccy-
anbHOCTU UMW PasBUTUSA.» OTa U3BECTHas uuTaTta
Bpokraysa B nonHon mepe MoXeT OblTb OTHeceHa
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