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ABSTRAK

Afriana,Ahriya.Dwi.2024. Dasar Genetik (Kelainan Kromosom) Pada Kasus
Keguguran Berulang Di Laboratorium Genetika Medik Fakultas
Kedokteran Universitas Wijaya Kusuma Surabaya Tahun 2014-2023.
Skripsi, Program Studi Pendidikan Dokter, Fakultas Kedokteran,
Universitas Wijaya Kusuma Surabaya. Pembimbing: Retno Dwi Wulandari!
; Harya Narottama®

Keguguran berulang (RPL) didefinisikan sebagai kehilangan dua atau lebih
kehamilan sebelum minggu ke-24 kehamilan. Berbagai faktor berkontribusi pada
RPL, termasuk kelainan genetik seperti gangguan kromosom. Penelitian ini
bertujuan untuk menyelidiki dasar genetik RPL di Laboratorium Genetika Medik,
Fakultas Kedokteran, Universitas Wijaya Kusuma Surabaya, dari tahun 2014
hingga 2023. Penelitian ini menggunakan desain observasional deskriptif
kuantitatif dengan metode survei lintas potong. Data dikumpulkan secara
retrospektif dari catatan medis untuk mengidentifikasi kelainan kromosom pada
kasus RPL. Populasi penelitian terdiri dari pasien dengan riwayat dua hingga tiga
keguguran berulang, dengan pengecualian pasien dengan infeksi TORCH. Hasil
penelitian menunjukkan bahwa dari 41 pasien yang memenuhi kriteria inklusi, 17
(89,4%) pria dan 20 (90,9%) wanita memiliki kariotip normal, sedangkan 2 (10,4%)
pria dan 2 (9,09%) wanita menunjukkan kariotip abnormal. Anomali kromosom
yang diidentifikasi termasuk translokasi resiprokal dan heteromorfisme. Pentingnya
pemahaman tentang dasar genetik RPL untuk strategi manajemen dan konseling
yang efektif ditekankan dalam penelitian ini.

Kata kunci : keguguran berulang, kelainan kromosom, dasar genetik, translokasi,
heteromorfisme
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ABSTRACT

Afriana,Ahriya.Dwi.2024. Genetic Basic (Chromosomal Abnormalities) In Cases
Of Recurrent Miscarriage In The Medical Genetics Laboratory Of The
Medical Faculty Of Wijaya Kusuma University Surabaya In 2014-2023.
Final Assignment, Faculty of Medicine, Wijaya Kusuma Surabaya
University. Supervisor: Retno Dwi Wulandari' ; Harya Narottama?

Recurrent pregnancy loss (RPL) is defined as the loss of two or more
pregnancies before the 24th week of gestation. Various factors contribute to RPL,
including genetic abnormalities such as chromosomal disorders. This study aimed
to investigate the genetic basis of RPL at the Medical Genetics Laboratory, Faculty
of Medicine, Universitas Wijaya Kusuma Surabaya, from 2014 to 2023. The
research employed a quantitative descriptive observational design using a cross-
sectional survey method. Data were collected retrospectively from medical records
to examine chromosomal abnormalities in RPL cases. The study population
comprised patients with a history of two to three recurrent miscarriages, excluding
those with TORCH infections. The results revealed that among 41 patients meeting
the inclusion criteria, 17 (89.4%) males and 20 (90.9%) females had normal
karyotypes, while 2 (10.4%) males and 2 (9.09%) females exhibited abnormal
karyotypes. Chromosomal anomalies identified included reciprocal translocations
and heteromorphisms. Notably, translocations were found to be responsible for 2%
to 5% of RPL cases, emphasizing their significance in recurrent miscarriages.
Additionally, heteromorphisms on chromosomes 1, 9, 16, and Y were associated
with RPL, suggesting a potential role in reproductive failure. Genetic counseling
and chromosomal analysis are crucial for couples with RPL to assess the risk of
further miscarriages. This study underscores the importance of understanding the
genetic basis of RPL for effective management and counseling strategies.

Keywords : recurrent pregnancy loss, chromosomal abnormalities, genetic basis,
translocations, heteromorphisms
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