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B YkpaiHi, Sk i B 6ifbLIOCTi PO3BMHYTIX KPaiH CBIiTY, 3p0OCTAE KiflbKiCTb MOPYLUEHb MEHCTPYanbHOI yHKLIi ceped AiByaT-nigniTkie, WO B NOAANbLIOMY MOXE
CMNPUYUHUTI BIJXWNEHHS B PENPOAYKTMBHIA CUCTEMi B ONTUMAbHOMY (DepTUIbHOMY Billi. HaidyacTilumm BapiaHTOM TakuMX MOPYLIEHb € OJlirOMeHopes
(nepBuHHA Ta BTOPWUHHA). Cepel (HaKTOPIB PU3NUKY PO3BUTKY MATONOMYHMX 3MiH MEHCTPYaNbHOr0 LMKIY BU3HAYalTb MELUKO-0i0NOriYHi (FeHeTUYHI),
€KO0MOriYHi, couianbHO-TirieHi4Hi TOLLO.

MeTa — BUBYMTY LMTOrEHETUYHI 0CO6AMBOCTI B NiM)OLMTaX KPOBI AiBYAT-MiANITKIB i3 NEPBUHHOK 0NIrOMEHOPEE A5 NOMINLLEHHS eDEKTUBHOCTI AiarHOCTIKM
3aXBOPIOBAHHS.

Marepianu Ta metogu. LluToreHeTMYHNA aHania npoBefeHo y 25 fiB4at-nignitkis Bikom 12-17 pokiB i3 NepBUHHOID oniromMeHopeeto. [iarHo3 nepBUHHOT
ONiroMeHopei BCTAHOBIEHO Y BiSAINEHHI AUTAYOI riHeKONOrii Ha NiZCTaBi NOKaNbHUX NPOTOKONIB, PO3POONEHNX B IHCTUTYTI; LMTOrEHETUYHE OOCTEXEHHS fiB4aT
NPOBeSEHO B NabopaTopii MEANYHOI reHeTUKM iHCTUTYTY. [l0 Fpynu KOHTPOMIO YBIALLAKM 25 300POBNX [iBYaT-0AHOMITKIB 3 PEryNAPHAM MEHCTPYanbHUM LMKIOM
663 cOMaTU4HOI NaTonorii, KX BUSBMAM CMeUianicT iHCTUTYTY i Yac NpodinakTUyHUX OrMSAIB B LKOMax i niuesx M. Xapkosa. GTaTucTMyHy 06pobKy
OTPUMaHUX JaHNX 3LICHEHO i3 3aCTOCYBaHHAM nporpam Excel 3a kputepiem CTblogeHTa.

PesynbTati. 3a pesynstatami LNTOrEHETUYHOTO aHanisy, cepefl 06CTEXEHNX fiB4aT-NIANITKIB i3 NEPBUHHOK ONITOMEHOPEEHD HOPMANBHUIA XIHOYMIA KapioTun
(46,XX) BusBneHo y 95,45%, kapiotun 47, XXX — y 4,55% Bunagkis. CnoHTaHHWIA piBeHb XPOMOCOMHUX abepawjil y XBOpUX AiB4aT AOPiBHIOBAB 6,52% i
MepeBuLLYyBaB Liei NoKasHuK y 3,4 pasa y 3noposux fis4ar (1,92%). PieHb abepallii XxpoMaTMAHOro TUMY B NiMEOLMTAX KPOBi XBOPWX AiB4aT CTaHOBUB 4,84%,
wo B 4,9 pasa nepesuLLyBano piBeHb abepauiit y 3noposux gisyar (0,97%, p<0,001). HYactora abepauiit XpOMOCOMHOr0 TUMY TakOX BiLpi3HANacs B fiB4ar
OCHOBHOI rpynu (1,68%) nopiBHsHO 3 piB4atamu KOHTPONbHOI (0,94%) rpynu. MOPYLIEHHS TFEHOMHOro Tuny (NOAINAOIAHI KAITWHU | KAITUHKM 3
eHAopenynnikalielo) y AiB4aT i3 MEpBUHHOI0 OMIrOMEHOPEEID PEECTPYBANMCA YTPWYi YacTille, HX y 340posux figyar. Ceped AiBYaT i3 MEPBUHHOK
0NMirOMEHOPEEI0 BUABIEHO NALIEHTKY 3 KapioTunom 47 XXX i 0nucaHo KNiHiYHUiA BUNaZoK.

BucHoBku. BcTaHOBNEHO, W0 95,45% fiByYar i3 NEPBUHHOKD ONIrOMEHOPEEKD Manu HOPManbHWUA XiHouni KapioTun — 46,XX, a 4,55% — kapiotun 47 XXX.
3apeecTpoBaHO CYTTEBE MIABWLLEHHS 3aranbHOr0 PiBHA XPOMOCOMHWX abepauiil Ta BCIX TUMIB MOpPYLUEHb (XPOMOCOMHOM0, XPOMATUAHOr0, FeHOMHOr0) B
nimcoumTax KpoBi XBOPMX AiBYaT, L0 CBIAYMTb NPO AecTabinisalilo iXHbOro reHomy i noTpebye NOAANbLLIOrO CMOCTEPEXXEHHS B FEHETKA 3 MPU3HAYEHHAM
npenaparis, ki ctabiniaytots HK.

JlocnifKeHHs BUKOHAHO BiANOBIAHO A0 NpuHUMNIB MenbCiHcbkoi deknapauii. [poTokon JOCNiMKEeHHs yXBaneHo JTI0KanbHUM eTUYHUM KOMITETOM 3a3Ha4eHoi B
po60Ti yCTaHOBW. Ha npoBeAeHHs LOCMiIKeHb OTPUMAHO iHOPMOBaHY 3rogy 6aTbkis, AiTeil.

ABTOpPU 3a8BAAIOTb NP0 BiACYTHICTb KOH(MIKTY iHTEPECIB.

KnroyoBi cnosa: nepsuHHa oniroMeHopes, AiB4ara, XpoMocomu, abepadii.
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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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XpomMocoMHbIE aHOManuM y AeB0YEK-NOAPOCTKOB C NEPBUYHON ONUrOMEHOpPeei
H.B. barauykas'?, B.E. He¢pugosa'

TY «AHCTUTYT 0XpaHbl 300p0oBbs fAeTeii 1 nogpoctkoB HAMH Ykpantbi», r. XapbkoB
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B VkpauHe, Kak 1 B 60MbLIMHCTBE Pa3BUTbIX CTPaH MUPA, YBENUYMBAETCS KONMMYECTBO HAPYLLEHNA MEHCTPYanbHO (OyHKLIMIA CPeay [eB04eK-NOAPOCTKOB, YTO B
JanbHenwem MOXET NPUBECTU K HAPYLUEHWSM B PEnpoAyKTUBHOM CUCTEMe B ONTUMAnbHOM (DEPTUILHOM BO3pacTte. Hanbonee 4acTbiM BapUaHTOM TakMxX
HapyLWeHWIA SBNSIETCA ONMroMeHopes (nepBuyHas W BTOpuYHas). Cpeaun (hakTOpoB pucka pasBuTMsS MaTONOrMYECKUX U3MEHEHUIA MEHCTPYanbHOro Lukna
BbIENAIT MeJNKO-OMONOrMYecKne (reHeTUYECKNE), SKONOTMYeCKNe, COLNANbHO-TUrMEHNYecKe 1 ap.

Llenb — n3y4uTh LMTOreHETNYECKIE OCOBEHHOCTY B IMMEOLMTaX KPOBM [16BO4EK-MOAPOCTKOB C NEPBUYHON ONMIOMEHOPEeit Ans ynyyileHns 3acheKTUBHOCTY
[MarHoCTUKK 3a60/1eBaHNS.

Marepuanbl u metofbl. LlnToreHeTM4eCKNi A aHanu3 NpoBedeH Yy 25 [eBOYEK-NOAPOCTKOB B BO3pacte 12—17 net ¢ nepBuU4HOI onuromeHopeeid. [narHo3
MepPBUYHOI ONNTOMEHOPEN MOCTaBfiEH B OTAENEHWN [ETCKOW TMHEKOMOrMM Ha OCHOBAHUM JIOKANbHbIX MPOTOKOMOB, Pa3paboTaHHbIX B WHCTUTYTE;
LMTOreHeTMYecKoe 06cnejoBaHNe NpoBeeHO B 1a6opaTopum MeAULNHCKON FeHETUKI UHCTUTYTA. B rpynny KoHTpons Bowwnu 25 340POBbIX JEBOYEK-CBEPCTHML
C PerynsipHbIM MEHCTPyasibHbIM LNKIOM 663 COMATUYECKO MaTtonoruu, KOTOPbIX BbIABUAW CMELMAnUCTbl UHCTUTYTA NpU NPOUNAKTUYECKMX OCMOTpax B
LUKONAX 1 nuuesix r. Xapbkosa. CTatuctinyeckasn 06paboTka noy4eHHbIX JaHHbIX NPOBEAEHA C MCMNONb30BaHMeM nporpamm Excel no kputepuio CTblogeHTa.
PesynbTatbl. 10 pe3ynsraTam LMTOrEHETMYECKOTO aHann3a, cpean 06CneA0BaHHbIX AeBOYEK-NOAPOCTKOB C MEPBUYHOI ONMIOMEHOPEei HOPMabHbIiA XEHCKMI
kapuoTun (46,XX) BbisieneH B 95,45%, kapuotun 47, XXX — B 4,55% cny4aes. CnoHTaHHbI ypOBEHb XPOMOCOMHbIX abeppaunii y 60M1bHbIX AEBOYEK COCTaBM
6,52% ¥ npesbllLan 3TOT NnoKas3atenb Y 340POBbIX AeBo4ek B 3,4 pasa (1,83%). YpoBeHb abeppaunit XpOMaTUAHOIO TUNA B IUMOLMTAX KPOBU 60MbHbIX
neBoyek coctasun 4,84%, 4to B 4,9 pasa npesbILLano ypoBeHb abeppauuil y 340poBbix aesoyek (0,97%, p<0,001). YactoTa abeppaumit XpOMOCOMHOMO Tvna
TaKxe OTnN4anacb y [eso4ek 0CHOBHOW (1,68%) rpynnbl B CpaBHeHUM C AeBOYKaMN KOHTpOrbHON (0,94%, p<0,05) rpynnbl. HapyLleHus reHomMHoro tuna
(nonunnomaHble KNETKN W KNETKM C 3HA0peaynnuKaumei) y AeBOYEK C NEPBUYHON ONMTOMEHOPEeei perucTpupoBaninch B 3 pasa valle, 4eM Y 340POBbIX JEBOYEK.
Cpenu JeBo4eK C NepBUYHON ONIMrOMEHOPEel BbiSIBieHA NaLMEHTKa ¢ KapuoTunom 47,XXX 1 onucaH KNNHUYECKMI cry4an.

BbiBOAbI. YCTaHOBNEHO, 4TO 95,45% [€BOYEK C NEPBUYHOI ONNTOMEHOPEEN MMEN HOPMANbHBINA XEeHCKNA kapuoTun — 46,XX, a 4,55% — kapuotun 47,XXX.
3aperncTpupoBaHo CyLIECTBEHHOE MOBbILLEHNE OBLLEro YpOBHS XPOMOCOMHbIX abeppauuii 1 BCEX TUMOB HAPYLUEHWA (XPOMOCOMHOrO, XpOMaTUHOrO,
FEHOMHOr0) B MMM OLMTaX KPOBN 60MIbHbIX AEBOYEK, YTO CBUAETENLCTBYET O ecTabunnaaumnn ux reHoma 1 TpebyeTt AanbHeiiliero HabmoeHns y reHeTuka ¢
HazHa4yeHneM npenapartos, cTabunuayowmx OJHK.

liccnepoBanne BbINOMHEHO B COOTBETCTBIN C NPUHLMNAMK XenbCUHCKON [eknapauun. [TpoTokon nccneaoBanns yreepxaeH JTokanbHbIM 3TUHECKM KOMUTETOM

YKa3aHHOro B paboTe yupexaeHuns. Ha nposefeHne nccnefoBaHui nosy4eHo MHAHOPMIUPOBAHHOE COrnacue poauTeNen, AeTen.

ABTOPbI 3asIBNAIOT 06 OTCYTCTBIN KOH(NNKTA UHTEPECOB.

Kniouesble cnosa: nepeuyHas 0NUroMeHopes, LeBOYKN, XpOMOCOMbI, abeppauni.

e3I1epevHol aKTyaJIbHOCTI OCTAHHIMU POKa-
MU HaOyBa€ HeOOXiZHICTh MOrINGJIEHOTO
BUBYEHHSI CTaHy JKiHOYOl CTaTeBOI CUCTEMU.
B VYkpaini, sk i B OGLIbIIOCTI PO3BUHYTUX KpaiH
CBITY, TOCTYIOBO 301JIBIIYETHCS YacTOTA IOPY-
IIeHb MEHCTPYaJIbHOI (DYHKITII B AiBUAT-TI/TITKIB
[7,15]. Bimomo, 1110 mOpyIileHHsI MEHCTPYaTbHOTO
IUKJIy — 3BUYAliHE SIBUIIE B Ii/JIITKOBOMY BIilli,
0co6JIMBO B TiepIii 2—3 POKHU Tt MEHapXe, ajie
[OBHA BIJICYTHICTh 200 MPUIIMHEHHS MEHCTpYailii
HE € HOPMOIO 1 MO)Ke OyTH CepHO3HUM MPUBOIOM
JUIST 3AaHETIOKOEHHS, TOMY TTOTPeOY€ MOranbIeHOTro
nocrijpkerss. Posmaam MeHCTpyasibHOI (DyHKITIT
MOKYTb BUHUKATUA B JIiBUAT-TI/JIITKIB YHACIZIOK
MOPYIIeHb 1EHTPAJIbHOIO TeHe3y, 30KpeMa, 1opy-
MeHb TOHAIOTPOITHOI (DYHKITI TimoTasaMo-Tinodi-
3apPHOTO KOMILTIEKCY ab0 3a PaxyHOK ITi/IBUIIEHHST
MPOJIAKTUHY B KPOBI; B iHINOI YacTKW JiBUaT —
Ha TJIi TimepaH/poreHil SIEYHMKOBOrO ab0 HAJHUP-
KoBOTO Tox0;iKeHH [17,20]. Bonnovyac, MHOKWH-
HUIl BIUIUB HEraTUBHUX (DAKTOPIB HaBKOJIMIIHBO-
TO cepeIoBUIla, eKOHOMIUHI Ta COIliaabHi Herapas-
v, Giosoriuni (reHeTwuHi) (aKTOPU MOKYThH
MpU3BOAUTU 10 (hopMyBaHHS MYJIbTH(HAKTOPHOI
MaToJIOTIi B IITEH Ta Mi/IJIITKIB, Y TOMY YMCJIi He3a-
MaJibHOI riHekoJioriuxoi [1,3].
Cepe/1 ycix mopyiieHb MEHCTPYaJIbHOI (DYHKITIT
B ZIiBUAT-Ti/TIITKIB HalfyacTillle PEECTPYETHCS TIep-
BuHHa osiromenopes [16]. 3a MKX-10, mepsunna

omiromeHopes (I OM) — 11e mopyIieHHS MEHCTPY-
AJIBHOTO IUKJTY, STKE XapaKTePU3YEThCS CKYAHUMU
Ta PIIKMMU MeHCTpyallisgMu, Ma€ ko 91.3 Ta cro-
crepiraerbes y 11-14% niBuar-mipmiTkis. loBese-
Ho HeratuBHU BB I OM Ha cTan 3/10poB'd /TiB-
YWHU, SKUU TPOSABISIETBCA  BIAXWJICHHAMU
y (GYHKITIOHYBaHHI CEpIeBO-CY/MHHOI, HEPBOBOI,
TpaBHOI Ta iHmux cucrem. ¥ gisuar 3 I OM nepiz-
KO BUHUKAIOTH JIETIPECUBHI CTAHW, MOPYIIYIOThCS
0COOMCTICHI B3a€MOBIIHOCUHU, (DOPMYETHCS 3HI-
JKeHa caMOOIliHKa i pare3aatHicts [8,9,11].

ITlig wac mocaimKeHHS TEHETUYHUX MPUINH
MTOPYIIEHb CTAaTeBOI CUCTEMU 3HAYHY yBary ¢axis-
i TPUIIJSIOTh BUBYEHHIO ITUTOT€HETUUHUX aHO-
MaJIiif TPY TIOPYTIEHHSIX PENPOAYKTUBHOT (PyHKITI1
B YOJIOBIKIB 1 kiHOK [23,25]. ¥ nux poborax mij-
KPEeCJIeHO BaKJMBICTh 3aCTOCYBAaHHS Cy4acCHUX
IIUTOTEHETUIHNX 1 MOJIEKYJISPHO-TIUTOTEHETHY -
HUX METOJIB /IS JIarHOCTUKU YOJIOBIYOTO
a060 xiHo4oro Gesrmriaasa. BusHauaeThcss BUCOKMIA
piBEHb XPOMOCOMHHUX aHOMaJIill y Malli€HTiB
i3 TIOPYIIEHHIM PENpPOyKTUBHOI (DYHKIII1, SKUi
cranoButh 6,05% (aneymmoigii — 1,63%, cTpyk-
TypHi abepartii xpomocom — 2,11%, xpoMocomHi
nosimopdismu — 2,4%), piBeHb SKUX y/ABiYi TIepe-
Butye Takuii y nomy.Jsitii (0,5-3,0%), [6]. Takosx
BIZIMIUAIOThCAd 3MIHM KapioTUILy TPU PaHHIX
PEenpoAyKTUBHUX BTpartax y KiHok (35,8%).
Cepejl TUTOTEHETUIHUX aHOMAJIN Y TJIOIB CIIO-
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crepiraiorbest nogimaoinii (30,7%), roHocomui
aneymoinii (24,7%) ta ayTocomHi aHeyIoimii
(44,6%) [10]. Iurorenernyre oOCTEKEHHST JIiB-
YaT-MiJJTITKIB 13 BTOPUHHOIO aMEHOPEEI BKa3ye
Ha TiBUIIEHUIN pPiBEHb XPOMOCOMHUX TIOPYIIEHb
(Maiizke B O pasiB) MOPIBHSHO 3 4acCTOTOIO ITUX
aHoMmasmiit y jiMm@onnTax KpoBi 3M0POBUX [iBYAT
(8,35% y xBopux npotu 1,81% y 310poBUX /iBYaT,
p<0,001), [21]. ABTOpPHU NOBOASATH, 110 B JiBYAT i3
BTOPUHHOIO aMEHOPEEI0 301/bIIYETHCST 4acTOTA
BCIX THUIIB TOPYIIEHb XPOMOCOM (XPOMATH/IHOTO,
XpOMOCOMHOTO i TeHoMHOrO). [Ipmyomy crexrp
abeparliii XpOMOCOMHOTO THITY MpPeICTaBIeHNI
napHuMU aneHTpudHuMu dparmentamu (2,64%),
pospuBamu 1o 1ientpomepi (0,40%) Ta myrtika-
istmu (0,13%). OcobauBy cTypOOBaHICTh BUKJIH-
Ka€ 36ibleHHs B 15 pasiB KiJIbKOCTI TeHOMHUX
MopyIieHb (IepeayacHoOToO PO3XOKEHHS TEeHTPO-
Mep 1 TOJIIJIOIITHUX KJITUH) Y XBOPUX JiBYaT
MTOPIBHSIHO 31 3/J0POBUMU OJITHOJIITKAMU, IO MOKe
CBiuMTH TIPO HeCcTabiIbHICTh TEHOMY XBOPHX.

Takox omucaHi BUIAJIKW ITiABUIIEHHS PiBHS
XPOMOCOMHUX aHOMAJIIH MTpU TiepeiuacHiil seuHu-
KOBIiil HEZIOCTATHOCTI, SIKi PEECTPYIOTHCS MePeBasK-
Ho Ha X-XpoMocoMi. Takoro pogy MyTarlii MOKYTh
MPU3BOJUTU [I0 JIEJIEIliil; MOPYIIeHb CTPYKTYpPH
OKPEMHUX TEeHiB, M0 6ePyTh y4acTh Y PEMPOAYKILI;
BILJIMBATH Ha IIPOLIECH iHAKTUBaIlii X-XpPOMOCOMH,
YHACJIIIOK 4OTO MOKe TOPYIIyBaTUCS HOPMaJlb-
HUN MITOTUYHUHN TUKJ. Bigomo, 1110 TpruBajia BTO-
pUHHA aMeHopesl TPU3BOAUTH IO OE3TLIiIs.
3a manwMu [4], yactota HOCIiB 30a7aHCOBAHIX
CTPYKTYPHUX T1€epedyI0B XPOMOCOM Yy CiM'sIX
i3 MOBTOPHUMU CIIOHTAHHUMHU abOPTaMH iCTOTHO
TepeBUIlly€ 3arajJbHUN MOMYJASIIHHUN TOKa3HUK.
CrymiHb XpOMOCOMHOTO IucOaiaHCy KOPETe
3 TSUKKICTIO TTopyTieHb dheptuiabHocTi. [Ipu mpomy
OJIHMM 13 HAUOLIBII HECHIPUATIUBUX (DAKTOPIB €
eKCTpeMaJsIbHi BapiaHTH KOPOTKHUX ILJIeYell akpo-
MEHTPUIHUX XpoMocoM. Taka o0cobauBicTH
0OyMOBJIEHA THM, II[0 B HUX PO3TAIIOBAHI sjIepIie-
YTBOPIOBAJIbHI PalOHU, TII0 HECYTh KJIACTEPU TeHiB
PHK. Haituacrimie B ciM'gX i3 TOBTOPHUMU CIIOH-
TAaHHUMHU a0OPTaMU 3yCTPIYAlOThCS Pi3HI CTPYK-
TYpHi TOPYIIEHHS XPOMOCOM: PEIHUIIPOKHI Ta
pPOOEPTCOHOBCHKI TpaHCIOKallil, iHBepcii.

Y 3B'43Ky 3 UM JliBYaTa 3 PI3HUMU TOPYIIIEH-
HSIMU CTaTeBOI cUCTeMU MOTPeOYIOTh KJIIHIKO-/Ia-
6OpPaTOPHOTO Ta IHCTPYMEHTATBHOTO 0OCTEKEHHS,
y TOMY 4ucJi 000B'I3KOBOT KOHCYJIbTAIlll TeHeTH-
ka. [le 06yMOBJIEHO TUM, 10 HasTBHICTD CIIAJKOBOI
00TSIKEHOCTI 1MI0/I0 He3aMaJbHUX TTHEKOJIOTTYHNX
3aXBOPIOBaHb y POJIOBOJAX [iBYAT-TI/JIITKIB 13
MEPBUHHOIO OJIITOMEHOPEEIO Ta ITUTOTEHETUYHNX

TOpYIIeHb y JiMdonnTax iXHbOI KPoBi € hakTopa-
MU PU3WKY TOPYIIEeHb PENPOAYKTUBHOTO TIOTEH-
Iiasry giByar, Ge3Im/yist i HeBUHOIYBAHHST BariT-
HocTi B MaiibyTHboMy. OTike, mpobieMa MeH-
CTPYyaJIbHUX PO3JIJIiB y /IiBYAT HA CHOTOJHI € HAJI-
3BUYAHO aKTyaJbHOIO 1 morpebye 0coOaMBOI
yBarm.

Mema nocnikeHHs — TOCJIIUTY M TOTeHeTHY -
Hi 0cO6MBOCTI B J1iMOIMTaX KPOBI J{iBUAT-TI JTIT-
KiB i3 TIEDBUHHOIO OJIITOMEHOPEEIO JIJIsT ITOJIIIIIECHHST
e(heKTUBHOCTI JIIaTHOCTUKN 3aXBOPIOBAHHS.

Marepiaii Ta METOTU TOCTIZKEHHS

[[uToreneTnuHuii aHai3 MPOBEIEHO Y 25 JIiB-
yaT-mimTKiB BikoM 12—17 pokis 3 I OM (ocHOB-
Ha Tpyna). [liarno3 I OM BcraHoBieHO y Bijli-
JIEHH]1 IUTSIY01 TIHEKOJIOri] Ha Ti/ICTaBl JOKaJIbHUX
MPOTOKOJIIB (SIKi BKJIIOYATD aJITOPUTM 0OCTEKEHHST
Ta JIKyBaHHS XBOPUX), PO3POOJIEHNX B iHCTUTYTI;
reHeTUIHe 00CTEKEHHST — y JTabopatopii mMemamd-
HOI TEHeTUKU IHCTUTYTY. [pyIy MOpiBHSHHS cTa-
HOBWJIM 25 3J0POBUX [[iBYAT-OHOJIITKIB i3 pery-
JISPHUM MEHCTPYAJTbHUM ITUKJIOM (€3 COMaTHIHOT
nmaToJiorii (KOHTPOJIbHA TPyIa), BUSBIEHUX ITif
yac MpoGiTaKTUIHNX OTJIS/IIB Y MTKOJIAX Ta JIIesxX
creriaaicTaMy iIHCTUTYTY.

[TutoreneTnyHe AOCITI/PKEHHSI BUKOHAHO Bijl-
MOBIJTHO JI0 MiZKHapofHuX BUMOT [24]. Marepia-
JIOM JIJISi IIMTOTE€HeTUYHOTO aHaJli3y CJIyTyBajau
rpernaparu XpoMoCOM, OTPUMaHi 3 KyJbTyPH JIiM-
donuris mepudepmanoi kposi (JITIK). /lag xyms-
tuByBaHHa JIIIK 3acTtocoBaHO KyJbTypasibHY
cymitn PB-Max (dbipmu Gibco, USA). KynbTusy-
BaHHS JIIMGOIUTIB 3IHCHEHO TPOTATOM 72 TOJ Yy
tepmocTari 3a Temmeparypu 37 Cy aBox npobax.
3YIUHKY MiTO3iB Ha cTajiii MeTahasu mpoBeeHO
BHeceHHsAM Kouxinuny dipmu Gipco (USA) no
KyJbTYPaJIbHOI CyMillli B KiHIIEBili KOHIIEHTpaIlii
0,1 mxr/mut. Jlami KyJabTypaabHy cyMirn o6pobJie-
HO po3unHoM XJ1opuay Kaiiio (0,075 M). 3adikco-
BaHO KJITUHU CyMilio 96° eTaHOTY Ta JIbOASHOI
o11TOBO1 Kucaotn (cmiBBigHOMenus 3:1) mpord-
roM 40 XB i3 HACTYITHUM TPUPA30BUM IEeHTPUDY-
ryBanusaM. Haneceno cyminr Ha MOKpPi 0X0JI0/1Ke-
Hi ckesblig. 3abapBJiIeHHS IIPernapariB IPOBEAEHO
i3 3acrocyBaHHsM GapBHuMKa [iM3u (romMoreHHe,
mudepentiiine GTG- ta CBG-). Bpaxosano Bci
CTPYKTYpHi abepallii xpomaTuaHOoro (OAMHOUHI
arleHTpudHi hparMeHTH, 0OMiHI ) Ta XPOMOCOMHO-
ro TUMIB (TTApHi alleHTPUYHI (hparMeHTH, KiJbIleBi
Ta JUATIEHTPUYHI XPOMOCOMM) Ta T€HOMHI MOPY-
meHHs (MOJIIJIOAHI KIITHHY Ta KJIITUHU 3 €H0-
peAyILTKAI€E). ¥ XBOPUX JliBUAT-TT/IJIITKIB TIPO-
anasizoBano 2563 MeradasHi MIACTUHKY, Y 3/10-
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Tabruys

XapaKTepuclea UNTOreHeTU4HUX NopyLleHb y Aisyar i3 nepBUHHOIO oniromeHopeelo Ta 340poBUX OAHOJIITKIB

'pyna o6cTexeHux aisyar
A6(_apau|| Xpomocom OCHOBHa (n=25) KOHTpOJIbHa (n=25)
y nimchoumTax Kposi _ _ . .
Ha 100 KniTuH (a6c.) piByara piByata 340poBi 3A0poBi
31 0M (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 POGAH/IB.

poBuX oHOMITKIB — 2860 MeTadas. AHamni3 BUKO-
HAHO 3a JIOTTOMOTOI0 GIHOKYJISIPHUX MiKPOCKOIIIB
Leica CME (Asctpist) Tta Leica Gallen III
(ABcrpis), okyssipu 10x18, 06'ekruBu 100x, GiHo-
KyJIsipHi Hacaaku 1,25X.

CraTucTUuHui aHaji3 OTPUMAHUX JIAaHUX 37Ti1-
CHEHO i3 3acTocyBaHHsM Tiporpam Excel ta SPSS
Statistics 17,0. Po3spaxoBaHo Taki TOKa3HUKMU:
4acToTy 03HaKM (%) y TPYIIi, CTATUCTUYHY TOMUJI-
Ky BHOipKOBOI yacTku (m%); kpurepiii CTbiojieH-
Ta (U1t TOPiBHSAHHS BUOIPKOBUX 4acTOK) [14].

[Tix 9ac MUTOTEHETUYHOTO TOCIIKEHHS TOTPU-
MaHoO TpUHINIMIB [eabciHChKOI JeKapariii mpas
smonnan, Konpenttii Paan €Bpomnu 1po 3axucT mpas
i TiZHOCTI JIIAWMHM I0/I0 3acCTOCyBaHHsS B OioJorii
Ta MeINIMHI, BI/IMOBIIHUX 3aKOHIB Ykpainu. [Ipo-
TOKOJI IOCTiKeHHsT yxBasieno Komiterom 3 6ioeTu-
ku Ta geonrtosorii 1Y «1O3/IT HAMH». Ha ipo-
Be/lEHHS [OCTi/PKeHh OTPUMaHO iH(GOPMOBaHY
3ropy GaTbKiB i iBYAT.

PesyabraTi 10CT/IZKEHHS Ta iX 00rOBOPEHHS

Cepen obcresxkennx aiByar-miantkis 3 I OM
HOpPMaJIbHUH sKiHoumiit Kapiotun (46,XX) Bimmi-
yaBcst y 24 pgiBuar, a B 1 JiBuMHM — KapioTui
47,XXX. VY Bcix giBuat 3 I OM 6y XpoMOCOMHi
abepanii (XA): ix umciao BapiroBaso Bix 3 10
17 abepariiii, a y sgopoBux miuatr — Big 0 10
11 abepauiii Ha 100 xaiTun (Tabr.).

3arampHUN piBeHb XA y XBOPHX JIiBYAT CTAHO-
BUB 6,52%, 1110 B 3,4 pa3a 1epeBUIIyBaJIO PiBeHb
abeparfiii y siMmdormrax KpoBi 3[0POBUX iBUaT
(1,92%, p<0,001). B 060x rpymnax miB4at aHomarii
XPOMOCOM IIpeJICTaBjieHi abepaiissMu XPOMOCOM-
HOTO i XpoMaTuaHOTO TUTIB (pHC. 1).
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Cepen abepartiii XpOMOCOMHOTO THILy IpeBa-
JgioBasn mapHi anentpuuni ¢parment (1,59%
nporu 0,89% y smopoBux aiBuar, p<0,001),
y 2 XBOpPUX Ta 2 3JI0POBUX [iBUAT BUSBJISJINCS
muttentpudsi xpomocomu (0,08% mporu 0,07%
Bignosigno, p>0,05). Cepen abepaiiiii XxpoMaTii-
JTHOTO THUITy Hal4acTillle PeeCTPyBaIuCs OJMHOYHI
anentpuuni ¢parmentu (4,79% nporu 0,98%
BignosizHo, p<0,001) Ta xpomaTumaHO-130XpoMa-
tugnuii 0omin (0,03% mporu 0,00% BigmosigHo,
p>0,05). B ocHoBHiil Tpyni criBBiHOMIEHHS MiX
abepartistmu xpoMarugtoro (4,84 wa 100 kriTuH)
ta xpomocomuoro (0,97 ma 100 wmiTun) THUMIB
y cepemrboMy ctanoBmiio 5,0:1,0, To6TO fOMiHyBa-
Jin abepaitii XpOMaTHIHOTO THITY.

[Tomin Ha abGepariii XpoMocoMHOro abo Xpoma-
TUAHOIO THILy BizOyBaBCsl Ha INJACTaBi TOro, B
KU MOMEHT KJITUHHOIO UKy (10 abo micis
perurikamii XpoMocoM) BOHM BUHUKJIN. AbGepartii
XPOMOCOMHOTO TUITY BAHUKAIOTh Ha TPECUHTETHY-

7

6,527+
6 +—

4,847+
5 [

1,92 1,68*

0,94 0,97

T
Yacrora XA XpomocomHoOro Tuny XpoMaTHIHOTO THIY

0O aiBuara3 I OM
O 3A0poBi AiBYaTa

lpumitka. * — p<0,05; *** — p<0,001.

Pue. 1. HactoTa abepauiii XpomMocom y nimcpoumTax KpoBi XBOPUX
i 3[10pOBUX AiBYaT-NIANITKIB, %

29



Yntamte Hac Ha cawnTi: http://med-expert.com.ua

0e vo 80 e oa
TRTRL AR
IR IR IR IR

i i3 4 A

bk o

L IR

19 20 21 22 % N 7

b b

Pue. 2. Kapiotun 47, XXX y giB4yuHku K.C., 12,9 poky i3
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Puc. 3. OpnHOYHMIA (hparMeHT y AOBromy njedi xpomocomu 3
(913,1-13,3) y xBOpOi AiB4nHKYK 3 Kapiotunom 47,XXX

Hil ctazii — G1, Ko XpoMocoMa TpejicTaBjieHa y
BUTJISA oftHiel HUTKKM. AGepallii XpOMaTHIHOTO
TUIYy BUHUKAIOTL IiCJsl pelvlikaiii XpoMOoCcoM
y dasax S i G2, i 3auinmaroTh CTPYKTYPY OMHIEIL 3
xpoMaruz [2]. KpiMm Toro, po3puBM BiIPi3HAOTHCS
Bi/l 0OMiHHUX KOH(Dirypamiii 3a ixHiM hisuaHIM
BUJIOM y MeTadasi i € CIPaBKHIM YHIKO/KEHHSIM
6e31epepBHOCTI XPOMOCOMM 3 YiTKMM 3CYyBOM
(bparmenTiB, BK/IIOYAIOUM TaKoK (PparMeHTH, Xpo-
MOCOMHE YIIKO/KeHHSI SIKUX 1HOJ[I HEeMOKJINUBO
BU3HauuTH [22].

Y niBuaT KOHTPOJIBHOI TPYNHU CHEKTP TOPY-
meHb y JiM@oruTax KpoBi OYB IO BYKUNM:
abepallil XpoOMaTUAHOTO TUITY [TPeACTaBJIeH] JIHiIe
OJIMHOYHUMHE alleHTPUYHUMHU (hparmMeHTamu; abe-

pailii XpOMOCOMHOTO TUITy — ITAPHUMU alleHTPUY-
HUMU (pparMeHTaMu Ta AWIEHTPUYHUMU XPOMO-
comamu. CriBBifHOIIEHHS MiX abepaiisiMu Xpo-
matuaoro (0,97 va 100 kIiTUH) Ta XpPOMOCOMHO-
ro (0,94 na 100 xkmitTun) tumis cranosuiio 1,0:1,0,
10 BIi/IIIOBi/Ia€ HOPMAJILHOMY CIIiBBiJIHONIEHHIO
abepalliii XxpoMocoM y 3710poBux ocib [5].

[lns orpumaHHA TOBHINOI iHpOpMaIlii 1Tpo
HecTabibHicTh TeHOMY fiBuat 3 I OM mpoanasi-
30BaHO YaCTOTY MOJITIJIONTHUX KJITHH 1 TOPYIIIEHb
cerperaifii XxpoMocoM (KJITHH i3 eHJopeayIlIiKa-
1if0). Biomo, 1o HeIoCTaTHICTD MPOTIECIB METH-
aysannsg /IHK moske mpusBoanTn 10 mopyIieHHs
cerperaiiii XpoMOCOM 1 BHACJIIOK IbOTO —
110 aHey- abo MOJIILIOILIH, SIKi € OCHOBOIO (hopMy-
BaHHs HecTablJIbHOCTI TeHOMY 3i BciMa HacJlijiKa-
MU (HaPUKJIA, BKIIOUAIOYH IPOIEC PeIiKaThB-
HOTO CTapiHHS KIITUHU ab0 iHAYKIMi Gy/b-IKOro
MaTOJIOTIYHOTO TPOIeCy Ha PiI3HUX CTA/ISIX OHKO-
reHesy oprauiamy), [13]. Myramniiinnii mporec
€ JPKepeJioM, FreHepaTOpOM HOBUX BUIIQJIKIB CIIa/l-
KOBHX 3aXBOPIOBaHb, BPO/KEHUX BaJ] PO3BUTKY Ta
3JI0SIKICHUX 3aXBopioBaHb [12]. 3a Hammmu naHu-
MH, KIJIBKICTb MOJIIJOIAHUX KJITUH 1 KJIITUH
3 EHJIOpeyIIKaIli€el0 B J[iBUaT OCHOBHOI TPyIu
TepPeBUNIyBajia TaKy BTPHUYI Y 3M0POBUX [iBYAT
(0,23% y xBopux aiBuar mpotu 0,07% y 310poBuX
nisuar, p<0,05 ). KpimM TOro, BUHMKHEHHS TIOJIi-
IJIOIHUX KJITUH B OpraHiami abo KyJbTypi KJIi-
TUH MOsKe OyTH HACJIiZIKOM 3MiH B aXpPOMaTHHOBO-
My amapaTi KJIITUHYW (TOMKOKEHHS CKOpPOYy-
BasbHOI (DYHKIIIi HUTOK BepeTeHa; BTpaTa MoJsip-
HOCTI B KJITHHI, 1O AIJIUTHCI; CTaHy I[EHTPOMED
Ta MEHTPIoJIel ), 1Mo MOB'SI3aHO 31 3MIHAMU 3aTaJlb-
HOTO (hi3i0JIOTIYHOTO CTaHy KJITUHH, a TAKOXK Ha-
CJTIIKOM BIJTMBY MYTareHHUX PEYOBUH Ha BepeTe-
Ho nofiay [19].

ITix yac anamizy kuinivauX npossis I OM
y MiBYAT i3 BHCOKUM piBHeM abepalliii XpoMOoCcoM
y JiMdoinTax KpoBi BU3HAYEHO, 1110 Y 5 XBOPUX
BusBJignocs Bij 8 1o 17 XA na 100 xiitun. B ycix
JBYAT PEECTPyBaBCs ripcyTusM Ta Gijiblla TpHUBa-
sictb nepebiry osiromenopei (onaz 2 poku). Ceper
IIUX XBOPUX y 2 JiBUAT PEECTPyBaIacs HOPMaIbHA
Mmaca Tiiia (ingekc mMacu tima — 18,5-24,9 kr/m’),
2 NiBYMHU MaJTU HAJIJIMIIKOBY Macy Tija, 1 gaiBuu-
Ha — gedimur macu Tima. Cepen o6CTEKEHUX
miBuar 3 I OM BuaBieHo IiKaBUH KJIIHIYHUNI
BUTIA/IOK.

Kniniuauii BUMagOK AIBYMHH 3 KapiOTUIIOM
47, XXX

Binomo, 1110 cuHIpoM MOTPiliHOI X-XPOMOCOMU
PEECTPYETHCS JINIIE B JKiIHOK, BAHUKAE CIIOPA/INY-
HO 1 XapaKTepu3y€eThbCSd HASIBHICTIO M0OJATKOBOI
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X-xpomocomu (kapiotun 47,XXX). IIpuunnoro
BUHUKHEHHS 1IhOTO CTAHY € HEPO3XOKEHHS XPO-
MOCOM y Meiio3i 11/ 4ac rameroreHesy abo Mo3ai-
1[U3M, SIKWII BUHMKA€ BHACJI/IOK TTOPYIIEHHS KJIi-
TUHHOTO [IIJICHHSI Ha PaHHIX eTaraxXx PO3BUTKY
mroza. Jlo KIiHIYHUX TPOSIBIB 1IbOTO 3aXBOPIOBAH-
HS BIJHOCUTBCS BUCOKUU 3PICT, MOPYIIECHHS
MOBHOTO PO3BUTKY, TIIOTOHYC M's3iB, KJIHO/AK-
TWJIIS, ajie HePIJIKO OKPeMi TAIliEHTKU MOXKYTh He
MaTH BHWPAKEHOI CUMIITOMATHKUA OCOOJIMBO 32
HagBHOCTI MO3aiuyHoi popmu cungpomy [18].

3 aHaMHe3y KUTTS: [iBUMHKA HAPOAUIAC Bif
IIT BaritHOCTI, sika mepebirasa i3 3arpo3oio mepe-
puBants. [Tosorn mamu disionoriyauii mepeoir.
JiBunnka nHapoaumacst 3 macoio tiza 3300 r, goB-
x&uHoio Tima 51 cm. Ha rpyanomy BuroayBanHi
sHaxommiacs a0 1,5 poky. Bigomo mpo HeraTws-
HUWI BIJTUB Ha CTaH 3/0POB'ST AUTUHU HIKIAJTUBUX
YMOB Tiparti 6aTbKiB /10 ii Haposkenns [1,21].

3a JaHUMU PONIOBOJLY, MAaTU JiBYMHKU [0 11
Hapo/UKeHHsI IpalfoBaja B IIKVIMBUX YMOBax
(ximiune BUpoOHMIITBO). Bik MaTepi Ha MOMEHT
HapOJIKEHHS JIIBUMHKHN CTAaHOBUB 36 POKIB.

JliBurHKa 4acTo XBOpijia Ha TOCTPi peciipaTop-
Hi BipycHi iHbeKIIi1, y paHHbOMY TUTUHCTBI JIKY-
BaJsIacs 3 IPUBO/LY TMi€TOHEDPUTY.

OO6'eKTUBHO: HA MOMEHT OOCTEKEHHS B [[iBUN-
HM CTaH 3aJ0BiJIbHUI, IIKipHI ITOKPUBHU YHCTI,
JIUXaHHs Be3uKyJsdapHe. € ckapru Ha 3aTPUMKY
MEHCTpyallii, HOCOBI KPOBOTeYi, rOJIOBHUII OiJb,
3araMopoueHHs, Oi/b y JKUBOTI Ta Cyra00ax, CTOM-
moBaHicTh. /liBunHKa Bucoka Ha 3picT (174 cm),
Bara — 71 kr. Menapxe 3 12 pokiB 2 Mic. i3 mopy-
HIEHHSIM MEHCTPYaJIbHOTO IUKITY.

Jlani mabopaTopHOro OOCTEKEHHS: TECTOCTE-
pon — 1,19 amoan /a1, mponaktun — 291,1 MM O/,
gitamin A — 0,8 Mrmosab/n, Bitamin E —
18 wmxmousn/m, TTI — 3,0 MmMO/n, Tics —
14,8 imosb/a1, incynin — 24,7 MM O /M1, BMiCT
TJIIOK03U — 5,72 MMouib/J1. [lepestiueni mokasHUKY
Bi/IIIOBiZat0Th HOpMi. BozpHouac, BusBieHo aedi-
mut 25-OH Bitaminy D — 19,3 ur/ma ta nigsu-
mennd ingexkcy HOMA — 6,3.
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Tputio-X 301MbITYEThCS YaCcTOTA CAMOBLIBHUX
BUKHUHIB 1 MOKJIWBE HaPOKEHHS [IiTed 3
aneymioizgieio [18].

BucHoBEHn

Takum urHOM, cepe/l MAIEHTOK 13 IEPBUHHOIO
oJliroMeHope€to KiHouuii kapiotun (46,XX) BcTa-
HOBJIEHO Y 95,45%, kapiotun 47, XXX — y 4,45%.
3apeecTpoBaHO CYTTEBE I/IBUIIEHHS SIK 3arajib-
HOTrO PiBHS XPOMOCOMHMX abepalliii, Tak i BCix
THUIIIB TIOPYTIEeHb (XPOMOCOMHOTO, XPOMATU/THOTO,
TeHOMHOTO) y JiM(pOIMTaX KPOBi XBOPUX JIiBYAT,
1[0 CBITYUTH PO IecTabiIi3aIliio IXHLOTO TEHOMY i
noTpedye MOMAIBINOTO CIIOCTEPEKEHHS B CIellia-
JlicTa 3 MPU3HAYEHHSIM MPenaparis, siki cTadiIizy-
1oth JIHK (dbomiesa kucnora i nurodaasin).

IlepcrieKTHBY MOAATBINNX JOCTI/?KEHb

Ha mopmambimomy erami [OCTIKEHDb CJi BU-
BUUTH IIUTOTEHETUYHI TIOPYIIEHHS Y XBOPUX JliBUaT
3 ypaxyBaHHSIM IXHBOI'O FOPMOHAJIBLHOIO CTaTyCy
Ta CHAAKOBOI OOTSIKEHOCTI MO0 He3almaabHUX
TiHEKOJIOTIYHUX 3aXBOPIOBAHD.

Aemopu 3asensoms npo eidcymuicmy KOHGIIK-
my inmepecias.
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