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B VkpaiHi, fiK i B 6inbLIOCTi PO3BUHYTUX KPaiH CBITY, 3pOCTAE KiNbKiCTb MOPYLUEHb MEHCTPYanbHOi (OyHKLi ceped AiB4aT-NiAniTKiB, WO B NOLASLLIOMY MOXE
CMPUYMHUTI BIXWUNEHHA B PENpPOAYKTUBHIA CUCTEMI B ONTUMATbHOMY (PDepTUNbHOMY Billi. HaiyacTiluMm BapiaHTOM Takux MOPYLUEHb € OJlirOMeHopes
(nepBuHHA Ta BTOpUHHA). Ceped (haKTOPiB PU3MKY PO3BUTKY NATOMOMYHMX 3MiH MEHCTPYanbHOrO LMKAY BM3HAYal0Thb MeAWKO-6i0M0rivHi (FeHEeTUYHI),
€KONOriyHi, coLianbHO-TirieHi4Hi ToLO.

MeTa — BMBHMTM UMTOrEHETNYHi 0COBAMBOCTI B NiMHOLMTAX KPOBI AiBYaT-NiANITKIB i3 NEPBMHHOI0 ONiIrOMEHOPEEI0 A5 NOAINLLIEHHS eOeKTUBHOCTI JiarHOCTUKN
32XBOPOBAHHS.

Marepianu Ta metoau. LIMTOreHeTMYHNA aHanis nposefeHo y 25 fiB4ar-nignitkis Bikom 12—17 pokiB i3 NepBUHHOK OniroMeHopeeto. [iarHo3 nepBUHHOI
0NiroMeHopei BCTAaHOBMEHO Y BiAAiNeHHI ANTAY0I riHEKONOrii Ha NiACTaBi NOKaNbHUX NPOTOKONIB, PO3POOGNEHUX B IHCTUTYTI; LUTOrEHETUYHE 0OCTEXEHHS [iB4aT
NpOBeJEHO B NabopaTopii MEANYHOI reHeTUKM IHCTUTYTY. [lo Fpynu KOHTPOMO YBIAAN 25 300pOBUX AiBYaT-0AHOMITKIB 3 PEryNAPHUM MEHCTPYanbHUM LUKIOM
6e3 COMATUYHOI NaToNorii, IKUX BUABWAM CMeLianicTh iHCTUTYTY nif 4ac NpoinakTM4YHUX OrMAAiB B LUKOMAX i niuesx M. Xapkosa. CTaTMCTU4Hy 06po6Ky
OTPUMaHNX AaHUX 3AIACHEHO i3 3aCTOCYBaHHAM nporpam Excel 3a kputepiem CTblofieHTa.

Pe3ynbTati. 3a pe3ynsratamu LUTOTEHETUYHOrO aHaniay, cepel 06CTEXEHUX [iB4aT-NiANITKIB i3 NEPBUHHOK ONIFOMEHOPEED HOPMANbHWIA XiHOYWIA KapioTun
(46,XX) BusiBneHo y 95,45%, kapiotun 47, XXX — y 4,55% BunagakiB. COHTaHHMIA piBeHb XPOMOCOMHWX abepaLiii y XBOpWUX AiB4aT [OpiBHIOBaB 6,52% i
nepeBuLLYyBaB Lie NoKasHuK y 3,4 pasa y 300posux gisyar (1,92%). Pisenb abepavlii XxpoMaTAHOro TUNY B NIMEOLMTAX KPOBI XBOPUX AiB4aT CTaHOBMUB 4,84%,
wo B 4,9 pasa nepesuLLyBano piseHb abepauiit y 3noposux fis4ar (0,97%, p<0,001). Yactora abepaLliit XpOMOCOMHOr0 TUMy TakoX BifpisHANacs B hiB4ar
OCHOBHOI rpynu (1,68%) nopiBHAHO 3 AiB4atamu KOHTPONbHOI (0,94%) rpynu. TMOpYLWeHHS FeHOMHOro Tuny (MONINNOIGHI KNITUHW | KNiTUHM 3
eHjopeaynikalieto) y fAiByar i3 MepBMHHOK OiIrOMEHOPEED PEECTPYBANMCA YTPUYI YacTile, HiK y 3A0poBux fAigyar. Cepen Aiyar i3 NepBUHHOK
0/1irOMEHOPEE BUABMEHO NALEHTKY 3 KapioTunom 47, XXX i onmcaHo KIiHIYHUIA BUNAZOK.

BucHoBku. BctaHoBneHo, 1wo 95,45% [fiByar i3 NepBUHHOK 0NirOMEHOPEED Mani HOpPManbHUYA XiHounid kapiotun — 46,XX, a 4,55% — kapiotun 47,XXX.
3apeecTpoBaHO CyTTEBE MiABWLLEHHS 3aranbHOr0 PiBHA XPOMOCOMHUX abepawiii Ta BCiX TWMiB MOPYLIEHb (XPOMOCOMHOIO, XpOMAaTUAHOr0, reHOMHOr0) B
nimchoumMTax KpoBi XBOPUX AiBYaT, LU0 CBIA4MTb NPO AeCTabinisauito iXHbOro reHomy i noTpedye MOAANbLIOr0 CMOCTEPEXKEHHS B MEHETUKA 3 MPU3HAYEHHAM
npenaparis, ki ctabiniaytots OHK.

[locnifKeHHs BUKOHAHO BiANOBIAHO A0 NPWUHLMNIB TenbCiHebKoi Jeknapauii. MpoTokon AoCnimKeHHs yxBaneHo JToKanbHIUM eTUYHIUM KOMITETOM 3a3Ha4qeHol B
po60Ti ycTaHOBW. Ha NpoBeAeHHs LOCTiAKeHb OTPUMAHO iHPOPMOBaHY 3rody 6aTbkiB, AiTei.

ABTOPM 32sBNAKOTL NPO BiACYTHICTb KOHMAIKTY iHTEPECIB.

Knto4osi cnoea: nepenHHa 0NliroMeHopes, AiB4ara, XpoMocomu, abepaii.
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N.V. Bagatska'?, V.E. Nefidova'

'Sl «Institute of Children and Adolescents Health Care of the NAMS of Ukraine», Kharkiv

2/.N. Karasin Kharkiv National University, Ukraine

In Ukraine, as in most developed countries of the world, there is an increase in menstrual dysfunction among adolescent girls, which in the future can lead to
disorders in the reproductive system at the optimal fertile age. The most common variant of such disorders is oligomenorrhea (primary and secondary). Among
the risk factors for the development of pathological changes in the menstrual cycle are biomedical (genetic), environmental, social and hygienic, etc.

Purpose — to study cytogenetic characteristics in the blood lymphocytes of adolescent girls with primary oligomenorrhea in order to improve the efficiency of
diagnosis of the disease.

Materials and methods. Cytogenetic analysis was carried out in 25 adolescent girls with primary oligomenorrhea, 12-17 years old. The diagnosis of primary
oligomenorrhea was established in the department of pediatric gynecology on the basis of local protocols developed at the institute; cytogenetic examination was
carried out in the laboratory of medical genetics of the institute. The control group included 25 healthy girls of the same age with a regular menstrual cycle with-
out somatic pathology, which were identified by the institute's specialists during routine examinations of schools and lyceums in Kharkov. Statistical processing
of the data obtained was carried out using Excel programs according to Student's test.

Results. According to the results of cytogenetic analysis, it was found that among the examined adolescent girls with primary oligomenorrhea, the normal female
karyotype (46, XX) was detected in 95.45%, the karyotype 47, XXX — in 4.55% of cases. The spontaneous level of chromosomal aberrations in sick girls was
6.52% and exceeded this indicator in healthy girls (1.83%) by 3.4 times. The level of chromatid-type aberrations in the blood lymphocytes of sick girls was 4.84%,
which was 4.9 times higher than the level of aberrations in healthy girls (0.97%, p <0.001).

The frequency of chromosomal aberrations also differed in girls of the main group (1.68%) when compared with girls in the control group (0.94%, p <0.05).
Disorders of the genomic type (polyploid cells and cells with endoreduplication) in girls with primary oligomenorrhea were recorded three times more often than
in healthy girls. Among girls with primary oligomenorrhea, a patient with karyotype 47, XXX was identified and a clinical case was described.

Conclusions. It was found that 95.45% of girls with primary oligomenorrhea had a normal female karyotype — 46, XX, and 4.55% had a 47, XXX karyotype.
A significant increase of the total level of chromosomal aberrations and of all types of disorders (chromosome-type, chromatid-type, genomic) in the blood lym-
phocytes of sick girls was recorded, which indicates the destabilization of their genome and requires further monitoring by a geneticist with the appointment of
drugs stabilizing DNA.

The study was carried out in accordance with the principles of the Helsinki Declaration. The study protocol was approved by the Local Ethics Committee of the
institution specified in the work. Informed consent was obtained from the parents of the children for the research.

The authors declare no conflicts of interest.
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XpomocoMHble aHOManuu y AEeBOYEK-NOAPOCTKOB C NEPBUYHON ONIMrOMEHOpeei
H.B. baraukas'?, B.E. He¢ugoBa'

TY «AHcTUTYT 0XpaHbl 300poBbs feTeil 1 nogpoctkos HAMH YkpanHbi», r. Xapbkos

2XapbKOBCKMI HaLNOHanbHbIA yHUBEPCUTET MMeHN B.H. Kapa3nHa, YkpanHa

B YkpanHe, kak 1 B 60NbLUMHCTBE Pa3BUTBIX CTPAH MIUPA, YBENMYNBAETCA KOMMYECTBO HAPYLLIEHWNA MEHCTPYanbHOM (hYHKLMM CPESN AEBOYEK-MOAPOCTKOB, YTO B
JanbHeileM MOXeT NPUBECTU K HAPYLUEHUAM B PENPOAYKTUBHOW CUCTEMe B ONTUMarbHOM (DEPTUNLHOM BO3pacTe. Haubonee 4acTbiM BapUAHTOM TakKux
HapyLLeHUA SABNSETCA ONUrOMeHopest (nepBu4Hasi W BTOpMYHas). Cpefan hakTOpOB pUCKa PasBUTMS NATONOMMYECKUX W3MEHEHWU A MEHCTPYanbHOro LmMKna
BbIENAOT MeJNKO-OMONOrMYeCKNe (FreHEeTUHECKNE), SKONOTMYECKIE, COLNANBHO-TUTEHNYECKME 1 Ap.

Lienb — n3y4uTb UNTOreHETNYeCKIe 0COBEHHOCTM B IMMMOLNTAX KPOBW EBOYEK-NOAPOCTKOB C NEPBUYHOI ONUTOMEHOPEeei ANa ynyyieHns 3)deKTUBHOCTI
[NArHoCTUKK 3a60/1eBaHNS.

Marepuanbl U meTofbl. LluToreHeTMyecKkuii aHanu3 nposefieH y 25 [4eBOYEK-NOLPOCTKOB B BO3pacTe 12—17 neT ¢ nepBUYHONA OnuromeHopeenl. [marHos
NEepBUYHOI ONNTOMEHOPEN MOCTaBNEH B OTAENEHWM [OETCKOW TMHEKONOrMA HAa OCHOBAHWW NOKanbHbIX NPOTOKONMOB, Pa3paboTaHHbIX B WHCTUTYTE;
LnTOreHeT4eckoe 06cneoBaHNe NpoBeaeHO B 1a60paTopun MeANLMHCKON FeHETUKN UHCTUTYTA. B rpynny KOHTpONa BOWWN 25 3A0POBbIX JEBOYEK-CBEPCTHULL
C perynapHbIM MEHCTpyanbHbIM LUKIOM 6€3 COMATUYECKOI MaTonoruy, KOTOPbIX BbIABUM CMELMANNCTbI MHCTUTYTA NPU NPOQUNAKTUYECKUMX OCMOTpax B
LUKOMAX 1 nuuesx r. Xapbkosa. CTatuctuyeckas 06paboTka nomy4eHHbIX AaHHbIX NPOBeEHa C MCMOMb30BaHMeM nporpamm Excel no kputepuio CTbroaeHTa.
PesynbTatbl. [10 pesynsratam LUTOreHETUHECKOro aHanu3a, Cpean 06CneaoBaHHbIX AeBOYEK-NOAPOCTKOB C NEPBUYHOI ONUFOMEHOPEEN HOPMATbHBINA XKEHCKMIA
kapuoTun (46,XX) BbisBneH B 95,45%, kapnotun 47,XXX — B 4,55% cny4aes. CoHTaHHbI ypOBEHb XPOMOCOMHBIX abeppaunii y 60M1bHbIX AEBOYEK COCTABUI
6,52% W npesbllan 3T0T NoKasarenb y 3A40P0OBbIX AeBo4ek B 3,4 pasa (1,83%). YposeHb abeppaunit XxpoOMaTMAHOro Tvna B NUMoLumTax KpoBi 60MbHbIX
neBoyek coctasun 4,84%, 4to B 4,9 pasa npesbilLano ypoBeHb abeppaunil y 350poBbix Aesoyek (0,97%, p<0,001). YactoTta abeppauuit XxpOMOCOMHOIO TUNa
TaKkKe 0TNM4anach y AeBo4ek 0CHOBHOI (1,68%) rpynnbl B CpaBHEHMM C A€BOYKAMU KOHTPObHON (0,94%, p<0,05) rpynnbl. HapyleHns reHOMHOro Tuna
(monunnongHble KNeTKN 1 KNEeTKM C 3HAOPeAynMKaLneil) y AeBoYeK C NepBU4HON 0NIMrOMEHOpeeil PermcTpupoBanich B 3 pasa Yallie, Yem Y 30pOBbIX IEBOYEK.
Cpefy JeBo4eK C NepBMYHON 0NIUrOMEHOpE.i BbisiBNIEHA NaLMeHTKa ¢ Kapnotunom 47, XXX 1 onucaH KNMHUYECKUIA cry4an.

BbIBOAbI. YcTaHOBMEHO, YTO 95,45% [eB0O4EK C NEPBUYHON ONUrOMEHOPEe UMeN HOPManbHbIV XXEHCKNA kapuoTun — 46,XX, a 4,55% — kapuotun 47, XXX.
3aperncTpmpoBaHo CyLUECTBEHHOE MOBbILLIEHNE O6LUEro YpPOBHA XPOMOCOMHbIX a6eppauuii U BCEX TUMOB HAPYLUEHWA (XPOMOCOMHOrO, XpOMAaTUAHOrO,
TEHOMHOr0) B NUMoLMTax KPoBK 60/bHbLIX AEBOYEK, YTO CBUAETENLCTBYET O AECTabUnn3aunn ux reHoma u Tpebyer fanbHeiLero HabmioLeHNs y reHeTuka ¢
Ha3Ha4yeHneMm npenapartos, cTabunuaytowwmx JHK.

ViccnenoBanme BbINOSHEHO B COOTBETCTBUM C NPUHLMNAMI XenbCUHCKOI [eknapauni. MpoTokon uccneaoBaHuns yTeepxaeH J10KanbHbIM 9TUHECKUM KOMUTETOM

YKa3aHHOro B pa6oTe y4pexaeHns. Ha npoBedeHne UccnesoBaHuii nomy4eHo MHAOPMIUPOBAHHOE COTNacie POANTENEA, AeTei.

ABTOPbI 3aABNAKT 06 OTCYTCTBMM KOH(DINKTA MHTEPECOB.

Knioyesble cnosa: nepsuyHas 0nuroMeHopesi, 4eB04KM, XpOMOCOMbI, abeppaLniu.

Besnepequ'i aKTyaJIbHOCTI OCTAaHHIMM POKa-
ME HaOyBa€ HEOOXIAHICTb TOTINOIEHOTO
BUBUYEHHSI CTaHy JKiHOYOI CTaTeBOl CHUCTEMHU.
B VYkpaini, sk i B Oi1bIIOCTI PO3BUHYTHX KpaiH
CBITY, IOCTYIIOBO 30LJIBINYETHCS YaCTOTA IOPY-
MIeHb MEHCTPYaJIbHOI (PYHKITII B AiBYAT-TII/TITKIB
[7,15]. Bimomo, 1110 TIOPYyIIEHHSI MEHCTPYAJIbHOTO
IUKJy — 3BUYAliHE SIBUIIE B MiJIJIITKOBOMY BIIli,
0c00IMBO B 1epIn 2—3 POKM Micjsi MeHapxe, aje
HOBHA BIJICYTHICTH 200 NMPUIIMHEHHS] MEHCTpYyaIlii
HEe € HOPMOIO i MOsKe OyTH CEepPIlO3HUM IPUBOIOM
JIUIST 3AHETIOKOEHHS, TOMY MOTPeOYy€ MoranbIeHoro
nocaipkenasa. Possiaaym MeHCTpyasbHOI (hyHKITI1
MOKYTh BUHUKATU B JIiBUAT-TI/IJIITKIB YHACJIIOK
HOPYIIEeHb I[EHTPAJIbHOIO TeHe3y, 30KpeMa, 1opy-
IeHb TOHAIOTPOITHOI (DYHKITI TimoTasaMo-Tinmodi-
3apHOTO KOMILJIEKCY a00 32 PaxyHOK ITi/IBUIIECHHST
MPOJIAKTUHY B KPOBi; B iHIIOI YaCTKU JiBUaT —
Ha TJIi rinepaHiporeHii S€UHNKOBOro ab0 HAJHUP-
KoBOTO 1oxo;iKeHHd [17,20]. BogHovac, MHOKWH-
HUIi BIINB HEraTUBHUX (DAKTOPIB HABKOJMIIHBO-
ro cepeIoBUINA, EKOHOMIUHI Ta COIliaJibHI Herapas-
au, Giosoriuni (reHernyHi) (HakTOpH MOKYTh
MPU3BOAUTH 10 (HOPMYBaHHSA MYJIbTU(HAKTOPHOI
MaToJIorii B IiTeH Ta MiJIJIiTKIB, Y TOMY YMCJIi He3a-
NaJIbHOI riHeKoJoTiuHoI [ 1,3].

Cepeq ycix mopyiieHb MEHCTPYaJIbHOI (DyHKITIT
B JIiBUAT-MiTITKIB Hall4acTillle PEECTPYETHCA TeP-
BuHHa ojiromenopes [16]. 3a MKX-10, nepsunna

omiromenopes (I OM) — 11e mopyuieHHsT MEHCTPY-
AJTbHOTO TIUKITY, SKe XapaKTepPU3Y€EThC CKYTHUMU
Ta PIIKUMU MeHCTpyallisMmu, Ma€e ko 91.3 Tta cro-
crepiraetbest y 11-14% niguar-migsitkis. /loene-
Ho HeraTuBHUM BB | OM Ha cTaH 3/10poB'd /iB-
YUHW, SAKUU TPOSABASETLCS  BIAXUJICHHAMU
y (GYHKITIOHYBaHHI CepIeBO-CYINHHOI, HEPBOBOI,
TpaBHOI Ta iHMUX cucteM. ¥ aidat 3 I OM nepiz-
KO BUHWKAIOTh JICTIPECUBHI CTaHU, TOPYIIYIOTHCS
0COOMCTICHI B3a€MOBIZIHOCUHU, (DOPMYETHCS 3HM-
’KeHa caMOolliHKa ¥ mpaite3iarHicts [8,9,11].

ITlig yac mocaiyKeHHS TEHETUYHUX MPUUYNH
MOPYIIEeHb CTaTeBOI CUCTEMU 3HAYHY yBary ¢axis-
i MPUIISAIOTh BUBYEHHIO ITUTOTEHETUIHUX aHO-
MaJliil TpU TOPYIIEHHAX PETTPOAYKTUBHOT (DYyHKITIT
B YOJIOBIKIB i kiHOK [23,25]. ¥ nux poborax mij-
KpecJeHO BaKJIMBICTh 3aCTOCYBAHHS CyYacHUX
IMUTOTEHETUIHUX 1 MOJIEKYJISPHO-IIUTOTEHETNY-
HUX METO/IB [IJIsl [IIarHOCTUKU YO0JIOBIYOTO
abo KiHOYOTO Oe3Tutiyist. BusHauaeThcst BUCOKUIA
piBEHb XPOMOCOMHHUX aHOMaJIill y Talli€HTiB
i3 TIOPYIIEHHAM PENpPOAYKTUBHOI (DYHKITII, KU
cranoButh 6,05% (aneynmnoinii — 1,63%, cTpyk-
TypHi abepaitii xpomocom — 2,11%, xpomocommi
nosimopdismu — 2,4%), piBeHb SKUX y/Bivi TIepe-
Buiye takuii y nomyJsitii (0,5-3,0%), [6]. Takosx
BiIMIYAIOThCd 3MIHM KapioTUILy TIpU PaHHIX
PENpOAYKTUBHUX BTpartax y KiHok (35,8%).
Cepen UTOreHETUYHUX aHOMAJIN y TIJIO/IB CIO-
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crepiraiotbest nominuoinii (30,7%), ronocomui
aHeymioifii (24,7%) Ta ayTOCOMHI aHEyILTOifii
(44,6%) [10]. IuroreHeTnuHe OOCTEKEHHS JIiB-
YaT-Ti/JTITKIB 13 BTOPUHHOIO aMEHOPEEK BKa3ye
Ha TiJBUIIEHUU piBeHb XPOMOCOMHUX TOPYIIIEHb
(Maitke B 5 pasiB) MOPIBHSIHO 3 YAaCTOTOIO ITMX
aHoMatiit y JimMdornuTax KpoBi 30POBUX iBYAT
(8,35% y xBopux nportu 1,81% y 3710poBUX /liBUAT,
p<0,001), [21]. ABTOpPHM 1OBOASATH, 1110 B JiBYAT i3
BTOPUHHOIO aMEHOPEEI0 301JBITYETHCS YacToTa
BCIX TUITIB HOPYIIIEHb XPOMOCOM (XPOMAaTH/IHOTO,
XPOMOCOMHOTO i reHomMHoro). [lpuyomy crextp
abepalliii XxpOMOCOMHOTO THUITY IpeACTaBICHUI
napHuMu aneHTpudHuMu dparmentamu (2,64%),
pospuBamu 1o 1iearpomepi (0,40%) Ta myrtika-
isimu (0,13%). OcobauBy cTypOOBaHiCTh BUKJIH-
Ka€ 36iblIeHHs B 15 pasiB KiJIbKOCTI FreHOMHUX
nopytieHb (TepeyacHoOTo PO3XOKEHHS TIeHTPO-
Mep 1 TOJIIJIOIIHUX KJITUH) Y XBOPUX [liBUaT
MOPIBHSIHO 31 3/JOPOBUMU OJTHOJITKAMHU, 110 MOKE
CBiYMTH TIPO HeCTabITbHICTH TEHOMY XBOPUX.

Takosx ommcaHi BUITQAKW ITABUINEHHS PiBHS
XPOMOCOMHUX aHOMAJIHl NTpU TepeluacHiil S€euHu-
KOBIl HEIOCTATHOCTI, Ki peECTPYIOTHCS TIepeBasK-
HO Ha X-xpomocoMi. Takoro pojy MmyTaiiii MOKYTb
MPU3BOJUTU 10 JIeJielliil; opylieHb CTPYKTypu
OKPEMUX TeHiB, 110 GEPYTh YyUacTh Y PEMPOLYKILiL;
BILJIMBATH Ha IPOIECH iHAKTUBAIlil X-XPOMOCOMH,
YHACJIIOK 4OTO MOKe IHOpYIIyBaTUCS HOpPMaJsb-
HUI MiTOTHYHUI UK. Bigomo, 1o TpuBaia BTO-
pUHHA aMeHOpes TMPU3BOAUTH A0 Oe3TLIi/s.
3a manumu [4], yactora HOCIiB 36ajaHCOBaHUX
CTPYKTYPHUX TepeOyI0B XPOMOCOM Yy CiM'sX
i3 MOBTOPHUMU CIOHTAHHUMHU a0OpPTAMU iCTOTHO
NepeBUIIYE 3araJbHUN MONYJAAIIHHUN TOKa3HUK.
CryniHb XpPOMOCOMHOTO [AuCOATAHCY KOPETIOE
3 TSEKKICTIO TopyTieHb (eptusbHOCTi. [Tpu mibomy
OJTHUM i3 HANOIIBII HECTIPUATAUBUAX (HAKTOPIB €
eKCTpeMasTbHI BapiaHTH KOPOTKHUX TIjedell akpo-
MEHTPUIHUX  XpoMocoM. Taka 0cobauBicTh
0OyMOBJIEHA THM, TI[0 B HUX PO3TAIIOBAHI sifiepIie-
YTBOPIOBAJIbHI PaliOHU, IO HECYTh KJIACTEPU TeHiB
PHK. Haituacrimie B cimM'sX i3 TOBTOPHUMU CITOH-
TaHHUMU a0OpTaMU 3yCTPIYAOThCS Pi3HI CTPYK-
TypHi TOPYIIEHHS XPOMOCOM: PEIUIIPOKHI Ta
pPoOEPTCOHOBCHKI TpaHCIOKAallil, iHBepCii.

Y 3B'43Ky 3 1IUM [1iBYaTa 3 PI3HUMU TOPYIIEH-
HSIMU CTaTeBOI cHUCTEMU MOTPeOYIOTh KJIHIKO-JIa-
6GOPATOPHOTrO Ta IHCTPYMEHTAJIBHOTO OOCTEKEHHS,
y TOMY 4HCJIi 060B'I3KOBOI KOHCYJIbTAIlil TeHeTH-
ka. [le 06yMOBIIEHO THM, 110 HASIBHICTH CIIAKOBOI
OOTSKEHOCTI T0JI0 He3aMMaTbHUX TIHEKOJOTTIHUX
3aXBOPIOBaHb y POJOBOJIAX [iBYAT-TIJJIITKIB 13
MEPBUHHOIO OJIITOMEHOPEEIO Ta IIUTOTeHETUYHUX

MopyIIeHb y giMmdonuTax ixaHpboi KpoBi € hakTopa-
MU PU3WKY TOPYIIeHb PENPOAYKTUBHOTO TOTEH-
miasy giBvar, O6e3IUTi/ist i HEeBUHOIITYBAaHHST BariT-
HocTi B MailOytHboMy. OTike, mpobieMa MeH-
CTPYaJIbHUX PO3JIQ/IiB y IIBYAT HA ChOTO/IHI € HAJI-
3BHUYAIHO aKTyaJbHOIO i morpebye 0cobanBOi
yBarm.

Mema nocnikeHHs — TOCTIUTY IIUTOTeHeTHY -
Hi 0c06MBOCTI B J1iM(poIMTaxX KPOBI iBUAT-TTiTiT-
KiB i3 IEPBUHHOIO OJIITOMEHOPEETO JIJIST TIOJIITIIEHHS
e(heKTUBHOCTI IIarHOCTUKN 3aXBOPIOBAHHS.

Marepiaim Ta METOIU TOCTI;KEHHS

[luToreneTnuHMI aHAI3 TIPOBEEHO Y 25 MIiB-
yaT-mimiTkiB Bikom 12—17 pokis 3 I OM (ocHoB-
Ha rpyna). /liarno3 I OM BcraHoOBIEHO y Biji-
JIEHHI IUTSIY01 TiHEKOJIOT] Ha ITi/ICTaBi JJOKaJbHUX
IPOTOKOJIIB (SIKi BKJIFOYATh aJITOPUTM 00CTEKEHHS
Ta JIKYyBaHHS XBOPHX ), PO3POOJIEHUX B IHCTUTYTI;
reHeTHYHe 00CTEKeHHsT — y J1abopaTopii Meamd-
HOI reHeTUKU iHCTUTYTY. I'pyIy nmopiBHaHHS cTa-
HOBWJIM 25 3JI0POBUX JIiBYAT-OIHOJITKIB i3 pery-
JIIPHUM MEHCTPYAJTbHUM ITUKJIOM 6G€3 COMaTHYHOT
narosiorii (KOHTPOJIbHA TPyTa), BUSBJIEHUX ITiJl
yac MpoGiaKTUYHUX OTJIA/IIB Y MTKOJIAX Ta JIHIesx
creriagicTaMy iIHCTUTYTY.

[MuToreHeTnyHe MOCHTIIKEHHSI BUKOHAHO BiJI-
MOBIJTHO /10 MiXKHApoJHUX BuUMOTr [24]. Marepia-
JIOM JIJIs IIUTOTEHeTUYHOIO aHaJli3y CJIyTyBasu
rpernapaTi XpoOMOCOM, OTPUMaHi 3 KyJbTYPH JIiM-
(onmri mepudepuunoi kposi (JIIIK). {xsg kymb-
tuByBanHg JIIIK 3acTtocoBano KyJbTypasbHy
cymim PB-Max (bipmu Gibco, USA). Kynbrusy-
BaHHA JIMGOIUTIB 3IHCHEHO TIPOTATOM 72 TOJ Y
tepmoctari 3a temieparypu 37 C y n1Box mpobax.
SYIUHKY MiTO3iB Ha cTajiii MeTadasu mpoBeeHO
BHeceHHsM KoJxinuny ¢ipmu Gipco (USA) mo
KyJbTYPaJbHOI CYMINTi B KiHIIEBI KOHIIEHTpAIIil
0,1 mkr/mu. Jlami KyabTypasbHy cyMirn o6pobiie-
HO po3urHOM XJopuay Kaiiio (0,075 M). 3adikco-
BAaHO KJITUHU CyMiliio 96° eTaHOTY Ta JIbOASHOI
o1ToBoi kucaotu (chiBBigHOmenHs 3:1) mpors-
roM 40 XB i3 HACTYITHUM TPUPA30BUM IeHTpUDY-
ryBanHsaM. Hareceno cyminr Ha MOKPi 0XOJIOKe-
Hi cKesblg. 3abapBeHHS TpenapariB IPOBEAEHO
i3 3acrocyBanHssM GapBHUKa [iM3u (romoreHHe,
mudepentiitie GTG- ta CBG-). Bpaxosano Bci
CTPYKTYpHi abepallii XpoMaTUAHOTO (OXMHOYHI
alleHTPUYHI (hparMeHTH, 0OMIHI) Ta XPOMOCOMHO-
ro TUMIB (TTapHi alleHTPUYHI (hparMeHTH, KiJbIleBi
Ta JUAIEHTPUYHI XPOMOCOMM) Ta T€HOMHI MOPY-
1meHHd (TOJITIIOI/IHI KIITUHN Ta KJIITUHU 3 €HI0-
peAyIIiKaIi€eo). ¥ XBOpUX [iBUaT-miIJIiTKiB TPO-
aHasrzoBaHo 2563 metadasHi IJIACTUHKH, Y 3710-
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Tabnuys

XapakTepucTuka LMTOreHeTUMHUX NOpPYyLUEeHb Yy AiBYaT i3 NePBUHHOIO OJIITOMEHOPEEI0 Ta 340POBUX OAHONITKIB

pyna o6cTexeHunx pisyar
A6¢_apa|.||| Xpomocom OCHOBHa (n=25) KOHTpoOJibHa (n=25)
y nimcpoumTax KpoBi _ - - -
Ha 100 kniTuH (a6c.) piByara piByara 3[0pOoBi 340poBi
31 OM (a6c. ) 31 OM (%) pisyara (a6c¢.) pisyara (%)
0 0 0,0 6 24,0
1 0 0,0 7 28,0
2 0 0,0 2 8,0
3 3 12,0 2 8,0
4 7 28,0 2 8,0
5 2 8,0 3 12,0
6 3 12,0 0 0,0
7 5 20,0 2 8,0
8 1 4,0 0 0,0
9 1 4,0 0 0,0
11 1 4,0 1 4,0
15 1 4,0 0 0,0
17 1 4,0 0 0,0

IIpumimka: n — 3arajibHe 4ucJI0 IPOGAHIIB.

poBUX OHOMITKIB — 2860 MeTadas. AHami3 BUKO-
HAHO 3a JIOMOMOTOI0 GIHOKYJISIPHUX MiKPOCKOIIIB
Leica CME (Asctpisi) ta Leica Gallen II1
(Ascrpis), oxkyssipu 10x18, 06'extuBu 100x, 6iHo-
KyJsipui Hacaaku 1,25x.

CraTuctuyHuil aHasi3 OTPUMAHUX JJAHUX 3111~
CHEHO i3 3actocyBaHHsM miporpam Excel ta SPSS
Statistics 17,0. Po3paxoBaHO TakKi IOKa3HUKU:
4acToTy 03HaKU (%) y TPYIIi, CTATUCTUYHY TIOMUJI-
Ky BHOipKOBOI yacTku (m%); kKputepiit CThioeH-
Ta (1151 TOPiBHSAHHS BUOIPKOBHX 4acTOK) [14].

Ilix vac mMTOTEHETUYHOTO AOCIIIIPKEHHS OTPU-
MaHo TpuHINMIB [eabciHChKOI fekmapariii mpaB
moaunn, Konsenttii Pajiu €Bporin 11po 3aXucT 1paB
i TiHOCTI JIOIMHM TIO/I0 3aCTOCYBaHHs B OioJsorii
Ta Me/IUINHI, Bi/IMOBIIHUX 3aKOHIB Ykpainu. [Ipo-
TOKOJI I0CJIiIZKeHHsT yxBajieHo Komiterom 3 6ioeTu-
ku ta geonrosiorii JIY «1O311T HAMH». Ha ipo-
Be/ICHHS [IOCTi/I’KeHb OTpPUMaHO iH(OpPMOBaHY
3rojty 6aThKiB i [iBYAT.

Pe3syibTaTh 1OCIIZKEHHS Ta iX 00OrOBOPEHHS

Cepen obcresxkennx aiByar-migmitkis 3 I OM
HOpMaJIbHUM sKiHoumii Kapiotun (46,XX) Bigmi-
yaBca y 24 miByar, a B 1 AiBUMHM — KapioTUN
47,XXX. V¥ Bcix giBuar 3 I OM Oy XpoMOCOMHi
abepanii (XA): ix umcsao BapitoBasio Bix 3 10
17 aGepariii, a y sgopoBux miBuatr — Big 0 10
11 abeparriit #a 100 kuitun (Tabu.).

3araipbHUN piBeHb XA Y XBOPUX /IiBYAT CTAHO-
BuB 6,52%, 1110 B 3,4 pas3a MepeBUIIyBaJIO PiBeHb
abepariiii y simMmdonurax KpoBi 3[0POBUX JiBYaT
(1,92%, p<0,001). B 060x rpymax giB4aT aHOMaJIi1
XPOMOCOM TIPEJICTaBJIeHI abepallisiMi XpOMOCOM-
HOTO i XpoMaTHHOTO TUTiB (puc. 1).
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Cepen abepariiii XpOMOCOMHOTO THITY IpeBa-
mioBain mnaphi arnentpuudi dparmentu (1,59%
nporu 0,89% vy smopoBux aiBuyat, p<0,001),
y 2 XBOpPHUX Ta 2 3J0POBUX [iBYaT BUSIBJISIIUCS
manertpuani xpomocomu (0,08% mnporu 0,07%
BignosigHo, p>0,05). Cepen abepariii XpomaTiu-
JIHOTO THUITy HailuacTillle PeeCTPyBAIUCS OJIMHOYHI
arentpuuni dparment (4,79% nporu 0,98%
Biznosizao, p<0,001) Ta XpomaTuHO-I30XpOMa-
tugauii oomin (0,03% mporu 0,00% BiamosigHo,
p>0,05). B ocHoBHiil rpymi CIiBBiHOMEHHS MixK
abepartissmu xpomaruatoro (4,84 wa 100 kuriTun)
ta xpomocomHoro (0,97 na 100 kniThH) THIIB
y cepemHboMy cTanoBmiio 5,0:1,0, To6TO TOMiHYBa-
s abepaitii XxpOMaTHIHOTO THITY.

[Toxin Ha abeparliii XpoMOCOMHOTrO abo Xpoma-
TUIHOTO THIIy BifOyBaBCs Ha INJCTaBi TOro, B
KU MOMEHT KJITUHHOIO UKy (10 abo micis
perurikalii XpoMocoM) BOHM BUHUKJINA. Abepaiiii
XPOMOCOMHOTO TUITY BHHUKAIOTh Ha TPECUHTETHY-

7

6,525
6 +—

4,84%5+
5 I

1,92 1,68*

0,94 0,97

T
Yacrora XA XpoMocoMHOro THIy XpOMaTHAHOIO THIY

O xiByara3 I OM
0 310poBi AiBUaTa

lpumitka. * — p<0,05; *** — p<0,001.

Pue. 1. HactoTa abepauiin XxpomocoMm y nimcounTax KpoBi XBOPMX
i 300poBYKX AiB4aT-nignitkie, %
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Pue. 3. OpnHO4YHMIA hparMeHT y AOBroMy niedi xpomocomu 3
(q13,1-13,3) y xBOpOi AiB4MHKK 3 Kapiotunom 47,XXX

Hiit ctazgii — G1, ko XpoMocoMa TIpejicTaBieHa y
BUTIsAAL oxHiel HuUTKU. Abepaiiii XpoMaTUIHOTO
TUINY BUHUKAIOTH TICJd PerviiKailii XpoMocoM
y (azax S i G2, i 3a4inaioTh CTPYKTYPY OJHIEL 3
xpomatuj [2]. Kpim Toro, po3puBH BiIpi3HAIOTHCS
Biji 0OMiHHUX KOH(Dirypamiii 3a ixHiM (isuaHIM
BUIoM y MeTaasi i € CIIPaBKHIM YITKO/PKEHHIM
6e31epepBHOCTI XPOMOCOMHU 3 YiTKUM 3CYBOM
(bparmMeHTiB, BKIIOUAIOUN TaKOXK (pparMeHTH, Xpo-
MOCOMHE YINKOJ/IJKEHHSI SIKUX 1HOJI HEeMOKJIUBO
BU3HAuNTH [22].

Y aiBuaT KOHTPOJIBHOI TPYHU CIEKTP MOPY-
meHb y JiM@ormTax KpoBi OYB JIEII0 BYKUNM:
abGepallii XpOMaTHIHOTO TUITY ITPeACTaBJIeH] JIuie
OJIMHOYHUMY AlleHTPUYHUMHU (hparMeHTaMu; abe-

pailii XpOMOCOMHOTO TUITy — ITAPHUMU alleHTPUY-
HUMU (pparMeHTaM¥u Ta AUIIEHTPUIHUMU XPOMO-
comamu. CriBBifHOIIEHHS MiXK abeparisiMu Xpo-
matugaoro (0,97 va 100 kaiTHH) Ta XPOMOCOMHO-
ro (0,94 na 100 xmitun) Tumnis cranosusuo 1,0:1,0,
1[0 BiITIOBiZIa€ HOPMAJIBHOMY CITiBBiIHOTIICHHIO
abepalliii XxpoMocoM y 3710poBuX 0ocib [5].

[lng orpumanHs moBHIMOI iHGoOpMaIii Tpo
HecTabLIbHICTh TeHoMy fiBuat 3 I OM mpoanari-
30BaHO YaCTOTY MOJITIJIONTHUX KJIITHH i TOPYIIEHb
cerperaiiii XxpoMocoM (KJIITUH 13 eHJA0peayILIiKa-
1if0). BizoMo, 1o HeJI0CTaTHICTh TPOTIECIB METH-
ayBanng [IHK mosxe npusBoautu 10 mopymieHHs
cerperaiiii XpoMOCOM 1 BHACJIIOK IIbOTO —
10 arey- abo MOJITIOIIIH, SIKi € OCHOBOIO hopMy-
BaHHS HeCTaOLIbHOCTI TeHOMY 3i BciMa HacJiijiKa-
MU (HAIIPUKJIAJL, BKJIIOYAIOYH TIPOIEC PeIikaThB-
HOIO CTapiHHS KJITHHKM a00 IHAYKIII Oy1b-sIKOTO
1AaTOJIOTIYHOTO TPOIecy Ha Pi3HUX CTa/iIX OHKO-
rere3y opranizmy), [13]. Myramitinnii mportec
€ JUKepesioM, TeHePaTOPOM HOBUX BHIIQ/IKIB CIIajI-
KOBMX 3aXBOPIOBaHb, BPO/XKEHUX Ba/l PO3BUTKY Ta
3JI0SIKICHUX 3aXBOpioBaHb [12]. 3a Hamumu jjanu-
MU, KIJIBKICTb HOJIIIOIAHUX KJITUH 1 KJIITHUH
3 eHJIOpe/yIJIiKalliel0 B JliBUaT OCHOBHOI Ipylu
nepeBUIllyBajia Taky BTPUYi Yy 3/10POBUX [liBUaT
(0,23% y xBopux aiBuar mpotu 0,07% y 3m0poBux
miByat, p<0,05 ). KpiM TOro, BUHUKHEHHS I10JIi-
IJIOIHUX KJITUH B opraHiami abo KyJbTypi KJIi-
TUH MOKe OyTH HACJIiZIKOM 3MiH B aXPOMaTHHOBO-
My amapaTi KAITUHU (TIOMIKOKEHHS CKOPOYY-
BasTbHOI (DYHKIlIT HUTOK BEpeTeHa; BTparta IMoJsip-
HOCTI B KJIITHHI, [0 JUJIUTBHCS; CTaHy IIEHTPOMEp
Ta IEeHTPioJell), o OB I3aH0 31 3MiHAMM 3araJib-
HOTO (hi3i0JOTIYHOTO CTaHy KJITUHH, a TAKOK Ha-
CJTIZIKOM BIIJIUBY MyTareHHUX PEYOBUH HA BepeTe-
Ho nozisy [19].

[Tix wac amamisy kmainivaux mpogsiB [ OM
y [iBYAT i3 BUCOKHM piBHEM abeparliii XxpoMOCOM
y JiMdonuTax KpoBi BU3HAYEHO, IO Y 5 XBOPUX
BusBJgnocs Bif 8 1o 17 XA na 100 kaitun. B ycix
JIBYAT PEECTPyBaBCs ripcyTH3M Ta Oijiblla TPHUBa-
JicTb nepebiry osiromenopei (monaz 2 poxu). Ceper
IIUX XBOPUX y 2 JiBUAT PeECTpyBasiacsi HOpMaTbHA
Mmaca tia (ingekc macu tima — 18,5-24,9 xr/m),
2 MIBYMHU MaJU HAJIAIIKOBY Macy Tina, 1 aiBum-
Ha — gedimur macu Tima. Cepen o6CTesReHUX
miBuar 3 I OM BugBiaeHo IIKaBUHU KIIHIYHUNI
BUTIAJIOK.

Kniniyauii BUNAZ0K AIBYMHU 3 KapiOTUIIOM
47, XXX

Bimomo, 1m0 cuaAPOM MOTPiiiHOI X-XPOMOCOMU
PEECTPYETHCS JINIIE B 5KiHOK, BUHUKAE CIIOPainy-
HO 1 XapaKTepU3YEThCSI HASIBHICTIO /10JIaTKOBOI
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X-xpomocomu (kapiotun 47,XXX). IIpuunnoio
BUHWKHEHHS 1IHOTO CTAHY € HEPO3XOKEHHS XPO-
MOCOM y MeHO03i Miji yac rameTorenesy abo Mo3ai-
1U3M, SIKW BUHUKAE BHACIZOK TIOPYIIEHHS KJIi-
TUHHOTO [IJIEHHS Ha PaHHIX eTamax PO3BUTKY
mozia. Jlo KIiHIYHUX IPOSIBIB 1IbOTO 3aXBOPIOBAH-
HS BIJHOCUTBCSA BUCOKUU 3PICT, MOPYIIEHHS
MOBHOT'O PO3BUTKY, TIITIOTOHYC M'SI3iB, KJIHO/AK-
TWJIiST, aJie HePiJIKO OKpeMi TAIliEHTKA MOXKYTh He
MaTH BHPAKEHOI CUMITOMATHKU OCOOJMBO 32
HasBHOCTI MO3aiuHoi hopmu cunipomy [18].

3 aHaMHe3Y JKUTTS: iBUNHKA HAPOAWUJIACS Bijl
III BariTHOCTI, siKa nepebiraja i3 3arpo3oi Iepe-
puBanus. [losorn mamu disiosoriunuii mepeobir.
JiBunnka Hapoaunacs 3 macoro Tiza 3300 r, 10B-
x&uHolo Tima 51 cM. Ha rpyanomy BuroayBanHi
suaxojauaacs no 1,5 poky. Bimomo mpo neratus-
HUI BIJTUB HA CTaH 37[0POB'ST AUTUHU TIKIAJTUBUX
YMOB Tipaiti 6aTbkiB /10 ii Hapowkenss [1,21].

3a JaHWUMU POJIOBOAY, MATW JiBYMHKH IO il
HapO/UKEHHST TIpalfoBajia B IIKIVIMBUX YMOBax
(ximiune BuUpOOHMIITBO). Bik MaTepi Ha MOMEHT
HAPO/KEHHS IIBYUMHKU CTAHOBUB 36 POKIB.

JliBunHKa yacTo XBOpija Ha TOCTPi pecripaTop-
Hi BipycHi iH(eKIIi1, y paHHbOMY ITUTUHCTBI JIKY-
Bastacs 3 MPUBOJLY IieJoHeGPUTY.

O6'eKTUBHO: HA MOMEHT OOCTEKEeHHS B [[iBUN-
HW CTaH 3a/0BiLJIbHUHN, MIKIpHI ITOKPUBYW YMHCTI,
JIMXaHHS Be3uKyJisspHe. € cKapru Ha 3aTPUMKY
MEHCTpyallii, HOCOBI KPOBOTeYi, TOJIOBHUII OiJb,
3araMopodeHHst, Oijb y JKMBOTI Ta Cyri00ax, CTOM-
moBaHicTh. /liBumHKa Bucoka Ha 3picT (174 cm),
Bara — 71 kr. Menapxe 3 12 pokiB 2 Mic. i3 mopy-
HIEHHSIM MEHCTPYaJIbHOTO IUKJTY.

Jlani jabGopatopHOTO OOCTEKEHHS: TECTOCTE-
pon — 1,19 umonb /a1, mponaktun — 291,1 MM O/,
pitamin A — 0,8 mrmosb/n, BiTamin E —
18 wmxwmoan/n, TTI — 3,0 MmMO/n, Tics —
14,8 nimosb /a1, iHcymin — 24,7 MmkMO /M7, BMicT
rIoKo3u — 5,72 mmoub /1. [lepesiueni oKa3HUKM
BizinoBi1aloTh HOPMi. BopHouac, BusBieHo nedi-
ut 25-OH Bitaminy D — 19,3 ur/mu ta niasu-
menns ingekcy HOMA — 6,3.
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Kpim Toro, y 11i€l XBopoi BU3HAYEHO TiABUIIE-
HUI piBeHb XpoMocoMHUX abepariii (14%) nepe-
BJKHO 32 PaXyHOK OJIMHOYHUX 1 MapHUX parmeH-
TiB, HA pUC. 3 HAJAHO OJAMHOYHWUH aleHTPUIHUN
(bparmeHT 10BrOTO MJIEYA XPOMOCOMU 3.

Bimomo, 1m0 B momanbIiioMy JKUTTI KIHOK i3
Tputio-X 30ibITYETHCS YaCTOTa CAMOBLIBHUX
BUKHU/IHIB 1 MOKJIWBE HaPOKEHHS [iTel 3
aneyroiznieto [18].

Bucnosku

Takum unHOM, cepeji MAIliEHTOK i3 TIePBUHHOIO
oJriroMeHope€to kiHounii kapiotun (46,XX) BcTa-
HoBJsieHo y 95,45%, kapiotun 47, XXX — vy 4,45%.
3apeecTpoOBaHO CYTTEBE II/IBUIIEHHS SIK 3arajib-
HOTrO PiBHSI XPOMOCOMHHUX abepariiii, Tak i Bcix
THUIIIB TTOPYTIIEeHb (XPOMOCOMHOTO, XPOMATH/THOTO,
TeHOMHOTO0) y JIiM(pOIMTaX KPOBi XBOPUX JIiBYAT,
IO CBITYUTH PO ecTabiIi3aIliio IXHLOTO TEHOMY i
noTpeby€e MOANBINOTO CIIOCTEPEKEHHS B CIIEIia-
Jiicta 3 MpU3HAYEHHSIM MTPerapaTis, siki cTabiisy-
1o1b /IHK (dosiea kucnora i urodiasin).

IlepcriekTBY MOAANBIINX TOCTI/I?KEHb

Ha mopambriiomy ertami [OCITIKEHDb CJi BU-
BUYUTH IIUTOTEHETUYHI TIOPYIIEHHS Y XBOPUX /liBYAT
3 ypaxyBaHHSIM iXHbOTO TOPMOHAJIBHOTO CTATyCy
Ta CIAAKOBOI OOTSIZKEHOCTI MIOAO He3armaabHUX
TiHEKOJIOTIYHUX 3aXBOPIOBAHbD.

Aemopu 3a64510mMsb nNPo 8I0CYMHIcmb KOHPLIK-
my inmepecis.
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