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3T1JIHO 3 JIIF0OYMMH HOPMATHBHO-TTPABOBUMH aKTaMHU B OCHOBI MPOQITAKTUKH
BUHUKHEHHS BPOJKEHOI Ta CIAaIKOBOIO MATOJIOTI] IUI0/Aa JICKUTh MTPEKOHIIEITIHHA
MiTOTOBKA, BU3HAYCHHSI TPYIU BariTHHUX 3 IMABUIIICHAM F€HETUYHUM PU3UKOM Ha
piBHI aMOyJIaTOpHOi aKyNIepChKO-TTHEKOJIOTIYHOI JJAHKU Ta TP MONEPEIHOMY
MEAMKO-TeHETUYHOMY KOHCYJbTYBaHHI PpOJMHHU, OOTSKEHOi CIHAJKOBOIO UM
BPOJIKEHOIO MATOJIOTIEI0 3 MPOCHEKTUBHUM BUPAXYBAHHSIM T€HETHYHOTO PU3UKY
HAPOJIKEHHS XBOPOT JUTHHH.

3rigHo 3 Hakazamu MO3 Vkpainu Big 15.07.2011 Ne 417 (momatox 6) ta
3rijiHo 3 Hakazy MO3 Ykpainu Big 31.12.2003 Ne 641/84 (nonatok 2), YO3 JJIO3A
B 31.12.2010 Ne 843 Menuko-reHeTUUHY KOHCYJIbTaIlil0 0a)KaHo MPOBOJAUTH 11032
BariTHICTIO, a00 B 1i paHH1 TepMiHH (8-10 THKHIB) 3 I€TaJbHOI BUIIHUCKOIO 100
nepediry  MomepeHiX  BariTHOCTEW, IMOJIOTIB, CTaHy HOBOHAPOIKEHOTO,
pe3yJIbTaTiB 00CTEKEHHS, JAHUX MATOJIOTr0-aHATOMIYHOTO JTOCIKEHHS.

Jlikap-TeHeTHK  TPOBOAWTh  MEAMKO-TEHETUYHE  KOHCYJIbTYBaHHA 3
ypaxyBaHHSM aHaMHE3y, Ba)XKOCTI MATOJIOT1i, PEKOMEHJY€E€ CTPOKHU MPOBEICHHS
MPEHATAIBHOTO CKPHUHIHTY. | CKPUHIHT BKJIIOYA€ YIbTPA3BYKOBE JOCTIKCHHS B
crpoku 117" - 13" TykHIB 3 ZeTaIBHEM OMHCOM PO3BUTKY IUIOAA TA 1a00pAaTOpHE
JOCTiKeHHsT eMOpioHcnenuiyHuX OIKIB cupoBaTKu KpoBi (BuibHHM [B-XI'Y,
PAPP). Il ynapTpa3BykoBUil CKpUHIHT MPOBOAUTHCS y TEPMIHH 18-22 THXKHS, IPU
HEOOX1THOCTI pEeKOMEHY€EThCSl BU3HAUEHHS PiBHS BUIbHOTO ectpiony, ADII, XT'Y.
[Ipu BUsBIEHHI MapKepiB XpOMOCOMHOI aHOMasii, a00 BaJgu PO3BUTKY ILIOJAA, Ta
BIIXUJICHb B TMOKa3HUKaX eMOpioHcnenudiyHuX OUIKIB CUPOBATKH KPOBI, BariTHI
CKEpOBYIOThCS Ha TNpeHatanbHuid koHcwiiyM. ¥Y3J[-IIpeHaranbHOro OHCUIIyMY
MPOBOJUTHCA HA amapari eKCHEPTHOro Kiacy, M0 Ja€ MOXIIMBICTh CBOEYACHO
J1arHocTyBaTu HasBHICTH BBP y mimoga, miaATBEpAWTH HASIBHICTH MATOJOTTYHHUX
3MiH, MPOBECTU AU(EpEeHIIaNbHY JIarHOCTUKY aHOMAaJIiH.

JIns mATBEpIKEHHS XPOMOCOMHOI Ta TEHHOI MaToJIOTil MPOBOISITHCS
1HBa3MBHI METOAW JOCIIDKEHHS IUtoAa (IIMTOTEHETHYHHH Ta MOJICKYISPHO-
TEHETUYHUU METOJ).

VY 2016 porri 3a MEAMYHUMH TIOKa3aHHSIMH OYJI0 MEepepBaHO BariTHICTH 10
22 TwxkHIB 45 mnamieHTkaM. BusBnenumu anomamismu Oynu: MBBP - 11,
BBP IIHC- 12, BBC - 3, MBC - 2, BBP: opraniB rpynHoi MNOpOKHUHU
(BBP nereniB) — 1, BBP mumeBoro uepena — 1, BBC: KMC - 2, kpuxkeBo-
KynpukoBa Teparoma — |, miapparmaneHu kuia — 1, omdamonene — 1, iHm
aHoMmanii (aHteHatanpHa 3arubens miogay, ODC) — 3. XpomocomHa Baga i3
NIATBEP/KEHHSIM TATOJIOTI] KaplOTUIy BHsIBI€Ha y 7 BHIIaJKax, a caMe:
c-m Jlayna — 6, c-m Ilaray — 1.

19



3Beprae yBary, mo B 2016 pomi BusiBiieno BBP (micnms 22 tmxHiB) 69
BUIIAJKIB. 3 HUX BaJH PO3BUTKY, K1 MPU3BOIATH A0 1HBATIAI3AI] , CKODOUEHHS Ta
noripiieHHs skocTi xuttsa Oynu: BBP IIHC — 6, MBBP — 2, BBP XKT - 3,
BBC — 6. Y nporieHTHOMY CITiBBIIHOIIIEHHI cepes oriiaHyTux Ha [1K 214 BaritHux
M. 3anopixoks, 69 Oynu y TepmiHax micias 22 THXKHIB BariTHOCTI, IO CKJIAJa€e
32,2%. lle cBiquuTh MpO Te, IO JiKapl *KIHOYMX KOHCYJIbTalllii HECBOEYACHO
1HQOPMYIOTh Ta CKEPOBYIOTh BAriTHUX TPYMH BUCOKOTO T€HETHMYHOTO PH3UKY Ha
KOHCYJIBTAIIIIO IO JHiKapsi-reHeTuka. [IpoBoauThCcsi poOoTa MmIomo peamisartii
NPOBEICHHS IHBa3UBHUX MPOIIECTYD.

O30HOTEPAIIIS JJISI KOPEKIII HOPYIIEHh TOPMOHAJIBHOT'O
®OHY Y )KIHOK 3 NOPYHIEHHSIMU MEHCTPYAJIBHOI ®YHKIIIT
Aspamenko H.B., KaGauenko O.B., bapkoBcbkuii JI.€.
3anopi3bkuii Jep>KaBHUN MEIUYHUIN YHIBEPCUTET
Kadeapa akyuepcTBa, NMHEKOJIOTi Ta penpo yKTUBHOT Meauiuau OI10

Beryn. IlopymenHss wMeHcTpyanbHOi (yHKIII 1 TOB’sA3aHe 3 LUM
TOPMOHAJIbHE OE3IUIIJIISA € CEPHO3HOI0 COIIaIbHOIO 1 ICUXOJIOTIYHO ITPOOJIEMOIO,
HaOyBalO4M BCe OLIBINOT aKTyaJbHOCTI Y 3B’SI3Ky 3 TEHJCHINEI 10 3POCTaHHS 1
CKJIQJHICTIO JIIKyBaHHA. ICHYIOWI METOAM, 30KpeMa TOPMOHANbHI, HE 3aBXIu
JAl0Th OYIKYBaH1 Pe3yibTaTH, MAIOTh MOOIYHI HECTIPUATINBI €(heKTH. AKTyaTbHUM
€ 3aCTOCYBaHHsI HOBITHIX METOJIIB JIIKYBaHHS, HAMOUIBII MPUBAOIUBUM 3 SKUX €
o3oHoTeparisa. O30H OyB BIAKpUTHI TONMaHACHKUM ¢izukoM Mak Ban Mapymom B
1785 p. Ilepmmii iHCTUTYT O30HOTepamii OyB cTBopenuid B 1898 p. B bepuiHi.
B Vkpaini o3oH0Tepamnis Oyna 3anodaTtkoBaHa Ha mo4arky XIX cTomiTts jikapem
T. Pazenbeprom (€Bmatopis, Kpum). Pazom 3 TuM, 10 TEHEepillIHLOTO 4Yacy He
BUBUCHUI BIUIMB LMX METOMAIB Ha JHUTTEBO BaXIUBI (QYHKIIi OpraHiamMy B
KOMILJIEKCT KOpEKIlii ropMoHaibHOTO (oHy. Takok BiJICYTHI JaHl MPO SAKICTh
KUTTS 1 BIJHOBJIICHHS PENPOAYKTUBHOI (YHKIIT y KIHOK 3 MOPYILIEHOIO
MEHCTpyaiabHOI (¢yHKI€0. O30HOTEpamiss 3a0e3reuye BUCOKHI O10JIOTTYHUH 1
JTiKyBalbHUNM e(dekT. SIKiCHO 3MIHIOIOYM MeTaboJi3M KHCHIO, O30H BH3HAYae
OpIEHTALIl0 OOMIHHUX TMPOIECIB, TOPMOHAJIBHO-BEI€TATUBHOIO 1 IMYHHOTO
cratycy opranismy. Kucenp O2 Oepe ywacTh B apomMaru3allii aHIpOreHIB B
peaKiisX TIAPOKCHIIpYyBaHHS 3a ydacTi nuroxpomy P450-okcumaszu 1 NADPH.
BigHOBIIOIOYM MIKPOUMPKYJISIIIF0 B HDKII Tinodiza, 030H MOXE€ CHpPUATH
BIJIHOBJICHHIO OaJlaHCy MPOJIAKTHHY.

Mera: 3acrocyBaHHS €(EpeHTHOrOo METOJy — O30HOTepamii — I
BIJIHOBJICHHSI TOPMOHAJILHOTO (JOHY Yy JKIHOK 3 TMOPYIIEHHAMH MEHCTPYalbHO1
GyHKIII.

MeToau: anHaMHECTUYHUH, KIIHIKO-1a00paToOpHi, TOPMOHAJIEHE OOCTEKEHHS
Ha 2-3 npenp MeHcTpyanbHoro uukiny (OCI, JII, nponakTuH, BUIbHUN
tectroctepoH, JI'EA, ecTpamion, 3a MOKa3aHHSMM 1HCYJIH), COIIOJOTIYHUN
(aHKETYBaHHS), CTATUCTHYHUH.
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